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BeepeHue. He Bbi3biBaeT COMHEHMIA, YTO reHETUYECKOE TECTUPOBAHUE JOMKHO ObITh OLHUM U3 OCHOBHBIX UCCNEA0BaHUN
B COBPEMEHHOW KNMHWNYECKOW LMArHOCTUKE INMAENTUYECKUX CUHLPOMOB.

Llenb uccnegoBaHmna — onucatb U CPaBHUTb CNEKTP BbIABASAEMbIX TEHHbIX MyTaLMiA Y NALMEHTOB C INUNENCUAMU U IHLE-
tanonatuamu pa3sutua u anunentudeckumu (IPJ) 3a nocnepHue 3 roaa KIMHUYECKO NPAKTUKM HEBPONIOTOB-3NUAENTO-
NOroB, BKNOYAA aHanM3 AMarHoCTUPOBAHHbLIX 3NUNENTUYECKUX CUHLPOMOB, CPOKOB YCTAHOBAEHUA 3TMOAOrUYECKOro
JMarHo3a, BapuaHToB U 3 (EeKTUBHOCTU NEYEHNUS.

Marepuansl u metoabl. [poBefeHO MyNbTULEHTPOBOE PETPOCNEKTUBHOE UCCNEL0BAHNE C BKNIOYEHUEM NALMEHTOB Jt0-
60ro Bo3pacTa 1 nona ¢ anunencueit unm IPI (c 06s3aTeNbHLIM HaNUYMEM IMUNENTUYECKUX NPUCTYNOB) U BepUbULMpO-
BaHHbIMU FEHHBIMU MyTaUMAMU. AHaNN3 BbINONHANCA NO COCTOAHUIO HA 2020 1 2023 1. 3a 3-Ne€THUW Nepuog YNCNO NOCTY-
NUBLLKX B UCCNe0BaHMe AaHHbIX BbIpocno 1 coctasuno 100 n 205 naumeHToB cOOTBETCTBEHHO, 87—90 % 13 KOTOPLIX — AeTH
no 18 ner.

Pesynbratbl U 06cyKaeHUe. 3a 3-N€THMII Neprof KONMYECTBO FeHOB C MyTauMsMK BbIPOCo ¢ 67 go 98 sapuaxTos. 0a-
HO3HAYHbIM NUAEPOM OocCTatoTcsA MyTaumun B reHe SCNIA. Ha npakTuke B 2 pasa yBeNMYMAOCh KONMYECTBO HanpaBieHUN
Ha NONIHO3K30MHOEe CeKBeHMpoBaHue — ¢ 9 1o 18,6 % 1 fona naumMeHToB C NOATBEPKAEHNEM MyTaLUN CEKBEHUPOBAHUEM
no Canrepy — ¢ 32 5o 50,7 %. 1o 68 % nauueHTOB C NOATBEPKAEHHOW F€HHOW MyTaLMEN COCTABAAIOT NALMEHTbI C TEM UK
MHbIM BapuaHTom 3P3. Moaxoasl K Tepanuu NpoTUBO3NUIENTUYECKUMI NPeNapaTaMn He NPETEPNEN 3HAYUMbIX U3MEHEHWIA,
HO HECKOJIbKO CHU3MACS 06bEM anbTepHATUBHBIX METOAO0B — C 52 0 45 %, NpW HAMETUBIIECA TEHAGHUMM K poCTy Sddek-
TUBHOCTM Tepanuu (yBeanYeHne LOMU NALMEHTOB C OTCYTCTBMEM NPUCTYNOB C 46 [0 54 %).

BbiBOoAbI. AHanuTuyeckas 06paboTKa M pacluMpeHre OnbiTa B ITUONOTMYECKON [MArHOCTUKE MOHOMEHHBIX 3nuaencui
1 3P oTpaxatotcs Ha bonee yenesom nogbope u 3PHEKTUBHOCTM Tepanum B JAHHON KaTeropum NaLneHTos.

KntoueBble cnoBa: anunencus, 3Hu.ecbanonaTvm pa3suTUA N anunenTu4yeckKasn, reHHole MyTaluun, CEeKBeHMpoBaHue
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1 3HUedanonaTuit pa3BUTMA U ANUNENTUYECKUX B PEANbHOW KIMHUYECKON NpaKTUKe. PyCCKUIA JKypHaN AeTCKoW HEBPOO-
ruu 2024;19(4):10-9.
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Background. There is no doubt that genetic testing should be one of the main studies in modern clinical diagnosis
of epileptic syndromes.

Aim. To describe and compare the spectrum of detected gene mutations in patients with epilepsy and developmental
and epileptic encephalopathies (DEE) over the last 3 years of clinical practice of neurologists-epileptologists, including:
analysis of diagnosed epileptic syndromes, timing of etiological diagnosis, treatment options and effectiveness.
Materials and methods. A multicenter retrospective study including patients of any age and gender with epilepsy
or DEE (with the obligatory presence of epileptic seizures) and verified gene mutations. The analysis was carried out
as of 2020 and 2023. Over a three-year period, the number of data received in the study increased and amounted
to 100 and 205 patients, respectively, 87-90 % of whom were children under 18 years of age.

Results and discussion. Over a three-year period, the number of genes with mutations increased from 67 to 98 variants.
The clear leader remains mutations in the SCN1A gene. In practice, the number of referrals for whole exome sequencing
has doubled from 9 to 18.6 % and the proportion of patients with mutation confirmation by Sanger sequencing has
doubled from 32 % to 50.7 %. Up to 68 % of patients with a confirmed gene mutation are patients with one or another
variant of DEE. Approaches to therapy with antiepileptic drugs have not undergone significant changes. But the volume
of alternative methods decreased slightly from 52 to 45 %, with an emerging trend toward an increase in the effectiveness
of therapy (an increase in the percentage of patients with no seizures from 46 to 54 %).

Conclusion. Analytical processing and expansion of experience in the etiological diagnosis of monogenic epilepsies
and DEE is reflected in a more targeted selection and effectiveness of therapy for this category of patients.

Keywords: epilepsy, developmental and epileptic encephalopathy, gene mutations, sequencing
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BeepeHue

He BBI3bIBa€T COMHEHMUIA, YTO TEHETUIECKOE TECTUPO-
BaHUE JOJDKHO OBITh OTHUM M3 OCHOBHBIX UCCIICIOBAHUIA
B COBPEMEHHOW KIMHUYECKOW AUATHOCTUKE SMUJIETITH-
yeckux cuHapomoB [7, 14]. B Poccun otMeuaercst 3Haun-
TeJIbHOE YBEJIMYCHUE YK CIIa TeHETUIECKUX UCCIIEIOBAaHMIA
npu snuiencuu [3]. Cuuraercs, 4To UHTEpIpeTalus pe-
3YJIBTATOB IOJKHA IIPOBOIUTEHCS B COTPYIHNYECTBE C TeHe-
THKaMU, €CJIM TOJIBKO JICYalllii HEBPOJIOT He MMEET I0CTa-
TOYHOTO OIbITa U MOHUMAaHUS reHeTuku [2, 7, 17, 18].
Poccuiickast mpakTHKa ITOKa3bIBaEeT, YTO BEACHNE STUX MAalli-
€HTOB, BKJIIOYAsT BBIOOP Y MHTEPIPETAIIIO TEHETHIECKOTO
TECTUPOBAHUS, YaCTO JIOXKUTCS Ha IIeYd HEBPOJIOTOB-3I1H-
sierrrosioroB [10]. C Touku 3peHusT MPAKTUKU 3TO SIBIISIETCS
Hen30eXHbBIM 1 JIOTUYHBIM. Bo-TIepBBIX, pellieHre BoIIpoca,
KaKOil MMEHHO M3 METOIOB MOJIEKY/ISIPHO-TEHETUIECKOTO
aHa/IM3a B HACTosIIIEee BpeMs SIB/IsIeTcsl Harbosee nHbopMa-

TUBHBIM U BBITOHBIM, 3aBUCHT OT ITOCTABJICHHOMN KIIMHUYE-
cKoii 3anauu [4]. Bo-BTOphIX, JeICTBUTENILHO, TEHETUKA SITH -
JIETICUM CMEIIAeTCsl OT YUCTO HAyYHOTO MOMCKA IPUIUHHBIX
T€HOB K peaIbHOM KJIMHUYECKOM IPAKTUKE, KOTOpasi MCITONb-
3yeT €e Ha 3Tale AMarHOCTUKM, TIOMOTaeT B peai3alliu Tap-
TeTHOM Tepanvy U omnpeAesicHus mporHosa [4—6, 12, 21].
Hamu yxe my0G/IMKoBaIMCh IEPBUYHBIC PE3YJIBTaThl MYJIBTH-
LIEHTPOBOT'O OITbITa HEBPOJIOTOB-3ITUJICTITOJIOTOB T10 3THOJIO-
TMYECKOI THarHoCcTUKe 1 3(heKTUBHOCTY JIeUSHHS MallieH-
TOB ¢ MOHOTEHHBIMM SITWJICTICUSIMU U 3ITJICIITUIECKUMM
sHuedanonarusimi [ 10]. Ho naHHast pabota ObL1a Ipomoske-
Ha, ¥ 3a TIOCJICTHIE TOIbI YKCJIO MALMEHTOB C HEOOXOMUMBIMU
JAHHBIMU YBEIMYMIIOCH O0JIee YeM B 2 pasa.

Ienb ucciienoBaHusA — OIVICATh U CPABHUTD CITEKTP BbI-
SIBJISIEMBIX TeHHBIX MyTallMi ¥ MMAlIMEHTOB C SIUJICTICUSIMU
U 3HLe(aTONaTUSIMU pa3BUTUS U snIenTudeckumu (OPD)
3a nocjeaHye 3 roga KITIMHUYECKOM MPaKTUKU HEBPOJIOTOB-

11
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SIMUJICIITOJIOTOB, BKJIOYasd aHaJIU3 JUArHOCTUPOBAHHBIX
SMNWICTITUICCKNX CUHAPOMOB, CPOKOB YCTaHOBJICHUS 9THO-
JIOTMYECKOro fuardo3a, BapuaHTOB 1 3¢)¢)CKTI/IBHOCTI/I JIe-
YCHMUA.

Marepuanbl u metogbl

OpraHn30BaHO MYJIBTUIIEHTPOBOE OIMCATEIbHOE pe-
TPOCHEKTUBHOE MCCIeqoBaHe. B Hero BKiIroyaauch Ia-
LIMEHTHI JIIDOOTO Bo3pacTa U IoJjia ¢ anuierncueir wim P2
(c 00s13aTeIbHBIM HAJTMYMEM SITWICHTUYECKUX TPUCTYTIOB)
1 BepU(UIIMPOBAHHBIMU TeHHBIMU MYTaIIUSIMK. DITHIIETI-
Tosi0TH M3 ToponoB Poccuiickoit Menepannn (TroMeHb,
HoBocubupck, Exatepunoypr, OMcK) yepe3 yaaaeHHbIN
JIOCTYTI 3aITOJIHSUIA CITEIUAIbHO Pa3paboTaHHYIO TabIuILy
B Microsoft Excel. Tabauna comepxana o0e31MYeHHbIE
JIaHHBIC O BO3pacTe, I0JIe MAaIlMEHTOB, TeHbI, B KOTOPHIX
BBISIBJICHA MYyTallvsl, TUI MyTallMM, KIMHUYECKYIO 3HAYM-
MOCTb, CIIOCOO BBISIBJCHUS, HAJIUYUE ITOATBEPKIACHUS
no CaHrepy, IMarHOCTUPOBAHHBIN SMUICNTUISCKUN CUH-
JIPOM, BO3pACT Ae0r0Ta SIMMICIITUIECKUX TIPHCTYIIOB U BO3-
pacT BBISIBJICHWSI MYyTallMW, TUIIbI IPUCTYIIOB, JTaHHBIC
0 MeTojax JeueHus:, ux appekTuBHOCTU U Apyrue. Coop
JaHHBIX cTapToBai B 2018 1., a aHaIM3 TAOIMIIBI TTPOBOAMIICS
1o coctostHUIo Ha 2020 1 2023 1. 3a 3-neTHUI epUoa YUCTIO
MOCTYIUBIIMX B MCCIICIOBAHNE JAHHBIX BBIPOCIIO M COCTa-
Buiio 100 1 205 maLmeHToOB COOTBETCTBEHHO (Ta0. 1).

J0CTOBEpHOCTD pa3IM4IKii OLICHUBAJIACh IT0 KPUTEPHUIO
2 TIMpcoHa 111 KaYeCTBEHHBIX M KPUTEPKIO MaHHa—YUTHU
JUTST KOJTMYECTBEHHBIX TTPU3HAKOB, TTpU 3HaueHuu p <0,05.
3HavYeHMsI KOJIMYECTBEHHBIX IIPU3HAKOB, MPEICTABICHHBIC
MeIMaHOM, COMPOBOXKIAIOTCS yKazaHUeM 25-1o U 75-To KBap-
TUJIEH.

Pe3ynbrathbl

B 2020 1. y 100 manmeHTOB BBISIBIIEHO 67 BapyMaHTOB
T€HOB ¢ MyTaLlMsSIMU, B TO BpeMsI Kak K 2023 . mpu ABYKparT-
HOM YBEJIMYEHUU YMCJIa NMAalMEHTOB KOJUYECTBO TEHOB
¢ MyTallMsIMU YBEeJIMUYWIOCh B 1,5 pa3za u coctaBuiio 98 Ba-
pUaHTOB. 3HAYNTEIbHAs yacTh MyTanuii (2020 . — 44 %;
2023 . — 34 %) BcTpeyanach OMHOKpaTHO. OITHAKO CIIEKTP
JIMIUPYIOIIUX T€HOB ¢ MYTALIMSIMM OCTAETCs JOCTAaTOYHO
CTaOMIBbHBIM (TabJI1. 2). OQHO3HAYHBIM JIUAEPOM OCTAIOTCS
MyTallud B TeHE, OTBevaloleM 3a (yHKIIMIO HATPUEBBIX
KkaHajoB, SCNIA. Takke cTaOMIBbHO B MPAaKTUKE SITUIIETI -
TOJIOTOB BCTPEYAIOTCS MALIMEHTKU ¢ MyTallMsIMUA B T€HaX
CDKL5w MECP2.

[1py 3TOM 3MWIIETITOIOTH MTO-TIPEXKHEMY HE YUUThIBA-
10T B KIIMHUYECKO# MpakTukKe TUI mytauuu. Tak, B 2020 .
TUI MyTalvK yKa3aH y 68 %, a B 2023 —y 58 % malueHTOB.
BMmecTe ¢ TeM CIIeKTp MO TUITY MyTalluii 3HAYMMO He 13-
MEHWICH, B OOJIbIIMHCTBE citydaeB (65—72 %) OblIN BbI-
SIBJIEHBI MUCCEHC-MYyTaLuu (puc. 1).

C npyroii CTOpOHbI, CIIEKTP METOIOB BbISIBICHUS MY-
TallK TIpeTepIies 3HauuMble u3MeHeHUsl. OCHOBHBIM Me-
TOIIOM OCTaeTCsl CEKBEHUPOBaHE HOBOT'O MOKOJICHUS 110
naHenu «HacneacTBeHHbIe amutencumn» (puc. 2). OmHako
3a 3 To/1a YacToTa CEKBEHUPOBAHMSI 110 TIAHEJTM 3HAYMMO CHYI-
3WJ1aCh, @ KOJIMYECTBO HAITPABJICHUIA Ha TIOJTHO3K30MHOE CEK-
BEHUPOBAHKE YBEJIMIMIIOCH B 2 pasa, ¢ 9 10 18,6 % (p =0,026).
Taxke 7OCTOBEPHO M3MEHWJIACH JOJISI MMALIMEHTOB C IOJ-
TBEePXIEHNEM MyTallud CeKBeHupoBaHUeM 1o CaHrepy
(2020 . — 32 %, 2023 . — 50,7 %, p = 0,003). Kpome Toro,
3a 3 rofa HECKOJIbKO CHU3WIIACh MeIMaHa BPEMEHU pa3phl-
Ba IMAarHOCTUKU OT Ae0loTa IIPUCTYIOB 10 OOHAPYKEHUS
mytaruu — ¢ 3 [1; 6] mo 2 [0,8; 5,1] et (p = 0,899).

Tadmuma 1. OcrogHble XapakmepucmuKy epynn NAYUeHmMos, 8KAI0HeHHbIX 6 ucciedogatue k 2020 u 2023 e.
Table 1. Main characteristics of patient groups included in the study by 2020 and 2023

Parameter
Absolute number DL Absolute number BIDoMEbIES

[Toxn, MyXCKO/>KeHCKUIA
Gender, male/female 40/60 40/60 98/107 48/52
CpenHuil BO3pacT, JIeT
Average age, years 6,9%5,1 6,554
Jo 12 net, n
Up to 12 years, n 85 85 178 87
12—17 nert, n
12—17 years, n 13 13 21 10
18 net u crapiue, n ) ) 6 3

18 years and older, n
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Tabmaua 2. Junamuueckuii cnekmp u cOOmHouleHue AUOUPYIOUUX 2eHO8 ¢ MYMAUUSMU

Table 2. Dynamic spectrum and the ratio of leading genes with mutations

SCNIA 15
CDKLS5, PCDH19 5
MECP2, SMCIA, UBE3A 4
GABRA1 3

CACNAIH, EPM2A, GRIN2B, KCNQ?2,
KIAA2022, MEF2C, PIGV, SCN2A,
SCN5A, SCNSA, SLC2A1, SNRPN, TPP1,
TRPM6

Ilpumenanue. Abc — abcoaromuoe 3HaueHue NPU3HAKA.
Note. Abs — absolute value.

SCNIA 29/14,0
CDKLS5, KCNQ?2 9/4,4
MECP2 8/4,0
PCDH19, KIAA2022 6/3,0
STXBP1, UBE3A, TSC1/2 5/2,4
gﬁggj 1] gﬁjgz SCN2A, SCN8A, 4/2.0
CACNAIA, GNAO1, GRIN2B, SNRPN, 3/1,5
CHD2, DYRKIA, EPM2A, GABRB3, 2/1.0

GRINI, NF1, TPP1, TRPM6, WWOX

AHaIM3 3MUICNTUICCKUX CUHAPOMOB IT0Ka3ajl, 4To
Ha MPOTSKEHUM BCETO MCCIIEAOBaHUS GoJiee TTOJIOBUHBI
MalXEHTOB C BbISIBJIEHHOW FEHHOW MyTallMe COCTABISIIOT
MaluueHThl ¢ pa3IuyHbIMU BapuaHTamMu DPD (2020 . —
68 %,2023 1. — 66 %). Jlaxke Ha MpUMeEpPe CaMOI'0 YaCcTOTO
MyTaHTHoro reHa, SCNI1A4, otmetum, uto B 2020 . u3 15 na-
ureHToB 9 (60 %), a B 2023 . u3 29 naruenTos 17 (59 %)
WMeJI IuarHo3 cuHapoma JpaBe, 1 MeHee YeM B I10JIO-
BMHE CJIy4aeB TMarHOCTUPOBAaHA TEHETUYECKAsH STTMIICTICHST
¢ (beOpUIBLHBIMU CyIOporamMu Iuitoc. Beck criekTp anuern-

72,0
647
60
50
30
B35 9
2
10
4,4 2'5
[

Muccenc/ HoHceHc / lleneuns /
Missence Nonsence Deletion

Llona, % / Proportion, %
3

o

TUYECKUX CHHIPOMOB, TTOMNABIIMX B UCCIIEA0BaHKE 3a BECh
Mepuo, IpeacTaBieH Ha puc. 3. OTMETUM TOJIBKO OTUH
MOMEHT, yTo 3nuientogoru y 104 (76,5 %) nauueHTOB
He yKaszaJu KOHKPEeTHBI cuHapoM DPD, B ToMm uucie
YacTO BCTPEYAIOIIUICSI B MJIaJCHUYECKOM BO3pacTe CUH-
JIPOM MH(MAHTUIBHBIX STWIECNITUIECKMX cla3MoB. OIHAKO
IPY yKa3aHUU TUIIA IIPUCTYITOB SIMJIETITUMECKUE CITa3Mbl
BcTpevanuch y 76 (56 %), a TMIICApUTMHUS Ha 3JIEKTPOIH-
nedanorpamme — y 34 (25 %) manmeHToB u3 136 manueH-
TOB ¢ DPD.

m 2020

m 2023
29 17 29 17 17 g8
e e —
Qlynnukauwa / HCM / DS WHcepuma /
Duplication Insertion

Puc. 1. Tuns mymauyuii, evisi6aeHHble NPU INUACHCUAX U IHUEPANONAMUAX pa36umus U snutrenmuyeckux 6 ounamuke. HCM — napywenue cmamyca me-

muaupoeanus

Fig. 1. Types of mutations identified in epilepsies and developmental and epileptic encephalopathies in dynamics. DMS — disturbance of methylation status

—_
w

s OPWTUHANBHbBIE CTATbU | ORIGINAL REPORTS



s OPUTUHAJNDBHbBIE CTATbU | ORIGINAL REPORTS

14

PYCCKUN

wsss' IIETCKOM
HEBPOAOI'MM

CHILD
NEUROLOGY

90 85,0
L 8 75,6 m 2020
=
g m 2023
S 60
<
=50
S 4
30
18,6
20
10 9,0
2,0 18 2,0 18 1,0 12 1,0 12
0 - NN —— . — — — — W—
Mawens HY / n3c/ CHMno AN/ mILP/ MALP / 1/
HE panel WhES NGS in AP msPCR MLPA ts

Puc. 2. Memooew! evisenenus mymayuii. H9 — nacaedcmeennsie snunencuu; [19C — noanosxzomrnoe cexeernuposanue; CHII no 11 — cexeenuposarue
H08020 noKoAeHus no opyeoii naneau; mIIL[P — memunacneyuguueckas noaumepasnas yennas peakyus; MJILIP — myromuniexcHas AueasHas yenHas pe-
akuyust; mC — mapeemHoe ceK8eHUposanue

Fig. 2. Mutation detection methods. HE panel — hereditary epilepsy panel; WhES — whole exome sequencing; NGS in AP — next generation sequencing
in another panel; ms PCR — methyl-specific polymerase chain reaction; ML PA — multiplex ligase chain reaction; tS — targeted sequencing

3P3/DEE 5 4
n=136
0 20 40 60 80 100 120 140
W3P3-H/DEEN MC/DS 1M3 / PIE MAY/MAE B CBAC/SWAS — EICIT/LGS T M3-3P3/ PD-DEE
\ \ \
Anunencun/ Epilepsies
n=69 18 12 9 2
\ \ \
0 10 2 30 40 50 60 70
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Puc. 3. Cundpomanshblii cnekmp MOHOEHHbIX dnUAencuil U sHyegharonamuii pazeumus u snusenmudeckux. IPD — snyeparonamuu paseumus u snusen-
muueckue; IPHD-H — suyeparonamuu pazgumus u snusenmuteckue Heymounenuvie; CA — cundpom Jpase; ITM3D — npoepeccupyroujue MUokAOHyC-3nuU-
snencuu; MAD — muokaonuuecku-amonuueckas snunencus, CBAC — snyeparonamuu pazeumus u snusenmuyecKue co CRAlik-804H080l akmuegayuell 60
cre; CJIT — cundpom Jlennoxkca—Ilacmo; [13-9PD — nupudokcunzasucumas snyeparonamus pasgumus u snusenmuueckas, 19 — eenemuueckas snunen-
cus neymounennas; I'PD — eenemuueckas goxanvhas snusencusi; [EDC+ — eenemuueckas snuaencus ¢ gpebpunvhvimu cyoopoeamu niioc; CPD — cmpyk-
mypHas gokanvras snunencus; I'TD — eenemuueckas eeneparuzoeannas snusencus; B3MD — eo3pacm3zasucumas maadenueckas snuiencus cemeiinas,/
necemetinasi; CemDPIcBD — cemeiinas goxanrvras snuaencus ¢ eapuabesvhvim goxycom; IDC — eunepmomopnas snuiencus, ces3aunas co chom; UID —
uduonamuyeckas 2eHeparu308aHHAsl INUNENCUS]

Fig. 3. Syndromic spectrum of monogenic epilepsies and developmental and epileptic encephalopathies. DEE — developmental and epileptic encephalopathies;
DEE-N — developmental encephalopathies and epileptic unspecified; DS — Dravet syndrome; PME — progressive myoclonic epilepsies; MAE — myoclonic-
atonic epilepsy; SWAS — developmental and epileptic encephalopathies with spike-wave activation in sleep; LGS — Lennox—Gastaut syndrome; PD-DEE —
pyridoxine-dependent developmental and epileptic encephalopathies; GE — unspecified genetic epilepsy; GFE — genetic focal epilepsy; GEFS+ — genetic
epilepsy with febrile seizures plus; SFE — structal focal epilepsy; GGE — genetic generalized epilepsy; Se LIE — self-limited infantile epilepsy familial/non-familial;
FFEVF — familial focal epilepsy with variable foci; SHE — sleep-related hypermotor (hyperkinetic) epilepsy; IGE — idiopathic generalized epilepsy

B Tab. 3 npeacTaBieHbl HEKOTOPHIE KITMHUYECKHE Xa-
PAKTEPUCTUKHU MalIIEHTOB, BKIIFOUEHHBIX B MCCIEIOBaHNE.
Kak BUIHO M3 TaGIMIBI, TEHETUIECKOMY TECTUPOBAHUIO
B SMWIETITOJIOTMYECKOM MPAKTHUKE, KaK ITPaBHJIO, TIOABEPra-
JIUCh MAIIMEHTHI C TSDKEIBIM TeYeHHEM 3a00JIeBaHMsT: Tpa-
KTHUYECKH Y TIOJIOBMHEI TTAIIEHTOB JUArHOCTUPOBAHbI TeHE-

pajlM30BaHHbIC WJIU OUJIaTepaIbHbIe TOHUKO-KJIOHMYECKIE
TPUCTYTIbI, B 1/4 caydaeB BOSHUKA CyIOPOXKHBIN 3MUJIET-
TUYECKMIA CTaTyC, Y 2/3 MallMEeHTOB BBISABJISUIACH OYaroBast
HEBpOJIOTMYECKass CUMIITOMAaTUKA M/WJIM KOTHUTUBHBIC
HapylIeHMs, 60Jiee YeM B ITOJIOBUHE CITy9acB — B COYCTAHUM
C SMOIIMOHAIBHO-TTOBEICHYECKMMU HapYILICHUSIMU.
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Tabmna 3. Hexomopuie Kaunuueckue xapaxmepucmuky Habao0aemoil epynnl RAYUEHMOo8

Table 3. Some clinical characteristics of the observed group of patients

Parameter

DebpubHBIE TPUCTYIIH B 1e010Te
Febrile seizures at onset

TOHMKO-KJIOHWYECKUE TPUCTYIIBI (TeHEPaTM30BaHHbIe + GUIaTepaabHbIE)

Tonic-clonic seizures (generalized + bilateral)

Hannune snunentuyeckux CTaTyCoB
Presence of status epilepticus

OuaroBag HEBPOJIOIrMYECKasd CUMIITOMaTuKa
Focal neurological signs

KoruutusHbie HapylmeHus
Cognitive impairment

3MOHI/IOHEUII>HO-HOBCI[CH‘ICCKI/IC HapymeHuAa
Emotional and behavioral disorders

HopMa 10 JaHHBIM MaI‘HPITHO—peBOHaHCHOfI TOMOI’pa(bI/II/I TOJIOBHOI'O MO3ra

Normal magnetic resonance imaging of the brain

Ilpumenanue. Abc — abcoaiomuoe 3HaueHue NPU3HAKA.
Note. Abs — absolute value.

(Abs/%)
24.0 42/20,5
51,0 87/42,4
25,0 46/23,0
73,0 142/69,0
88,0 170/83,0
61,0 111/54,0
63,0 147/71,0

B oTHOLIEHUM aHTHUAIMMJICNITUYECKUX IIpernapaToB
(ADII) cooTHOILLIEHNE MOHO- U TIOJIUTEparnuu (puc. 4) ipu
MOHOTEHHBIX 3MuIencusx 1 OPD ocraercs cTabUIbHBIM
(p =0,620). MenuaHa KoJlmyecTBa IPUMEHEHHBIX B aHAM-
Hese ADII Takke Her3MeHHa U paBHa 3. «[Iarepka» ADII,
JIMAVPYIOIINX 110 Ha3HAYEHUSM P MOHOTCHHBIX 3ITH-
nencusix 1 OPD, Takke ocranach MpexHen (BalbIpoeBast
KUCJIOTa, JIeBeTUpaleTaM, TOmMpaMar, BUrabaTpuH, Iie-
pamIiaHen):

100 6 4 Konuuectso 0gHOBpeMeHHO
MPUHUMAEMbIX aHTU3NUNEN-

90— —— ——  TMYecKux npenaparos /
27 The number of concomitantly

80—+ 30 — —  taken antiepileptic drugs

70 ——

60

—_Nw s

50

llona, % / Proportion, %

40

30

20

2020,n=97 2023,n=190

Puc. 4. Coomnowenue moro- u noaumepanuu anmusnuienmuvecKumu npe-
hapamamu

Fig. 4. Ratio of mono- and polytherapy with antiepileptic drugs

+ 2020 r.: BagbpIpoeBas Kuciora — 63 %, neBeTupalie-
taM — 43 %, ronupamar — 22 %, puradbarpux — 13 %,
nepamnanen — 12 %;

+ 2023 1: Bambmpoesad Kuciaora — 60 %, neBeTupale-
tam — 47 %, Tonmpamat — 17 %, Burabatpun — 15 %,
nepammnaden — 9 %.

OmHaKoO 011 MPAKTUYECKK BCEX JIMTUPYIOLIX ITpernapa-
TOB (3a MCKITIOYEHUEM JIeBeTHpalieTaMa 1 BUrabaTpruHa) He-
CKOJILKO CHM3WJIACh B T10JIb3Yy pa3Hoo0pa3us apyrux ADI].

AJbTepHAaTUBHBIC METOIbI TEPAITUU MPUMEHSIIMCH
y 52 % mauuenToB K 2020 ©. u 45 % x 2023 . (p = 0,277).
[Ipy 3TOM y YacTH MalMEHTOB MPUMEHSUIOCh HECKOJIBKO
METOIOB, TaHHBIE 10 KOTOPBIM IPEICTaBICHBI B TA0JI. 4.

HecmoTtps Ha To yTo B L1eJIoM 3¢ (GEeKTUBHOCTD Tepa-
MUY B AVHAMUKE JOCTOBEPHO He U3MEHUJIach (Tabil. 5),
JIOJIST TTALIMEHTOB O3 MPUCTYIOB (HE3aBUCUMO OT JUTUTEITb-
HOCTHU peMuccuu bosiee win MeHee 12 mec) 3a 3 roaa BbI-
pocia ¢ 46 10 54 % (p = 0,09). CpenHss JTUTETBHOCTD
OTCJIEXKEHHOI peMUCCUM (OTCYTCTBUE MPUCTYIOB >12 Mec)
He u3MeHunach — 2,8 + 2,0 2,7 £ 1,98 roma cooTBeTCTBEH-
Ho. OIHaKO OTMeUeHa TeHIEHUIMS K YBEIMICHUIO CPEIHEH
MPOIOJIKUTEILHOCTH KOHTPOJISI TIPUCTYIIOB (OTCYTCTBHE
<12 mec): 2020 . — 4,4 + 2,8 mec, 2023 1. — 5,4 + 4,2 mec
(p = 0,844). Taxke yBeanuMIach MeaHa CpoKa peiuam-
Ba nipuctynos: 2020 . — 0,6 roma, 2023 . — 1 rox.

06cyxxaeHune
B uccnenyemoii koropre odpaniaer Ha ceO0sl BHUMaHUE
BbIpaxxeHHoe rpeoonaganue (87 %, wiu 3/4) malmeHToB AeT-

—
(9]
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Taoauna 4. /Junamuueckuii cnekmp aibmepHamugHbIX Memooos mepanuu

Table 4. Dynamic range of alternative therapies

Alternative therapy

Crepounsl:

Steroids:
HEOIHOKPATHBIE KYPChI
multiple courses
AKTI/TKC
ACTH/GCS

Kerorennas nuera
Ketogenic diet

Monmndurkanuy KeTOTeHHOUN U IPYTHE TUETHI
(6e3rmoTeH-0e3Ka3eMHOBas )

Absolute number

Modifications of ketogenic and other diets (gluten-free-casein-free)

CTuMyaaTop OJIy>KIaroliero Heppa
Vagus nerve stimulation

PesexkTrBHas Xupyprus
Resective neurosurgery

TIpoune*
Others*

37 71,0
20 38,5
17/20 32,7/38,5
20 38,5
10 19,0
6 11,5
1 2,0
7 13,5

Proportion, %

29/42

<H
(g
TOM 19/VOL. 19 4§

Absolute number

68
30

26

12

10

10

Proportion, %

73,0
32,0
31,0/45,2

28,0

13,0

11,0

2,0

10,8

*IIpouue memoool: gumamun B, oauesas kucioma, maenuil, duaxapd, cneyuarusupoeanvle Macaa, AKamuHoAd MEMAHMUH.
Ilpumenanue. AKTI — adpenoxopmuxomponnwiit copmon; 'KC — earoxoxopmurxocmepouobi.
*Others: vitamin By, folic acid, magnesium, diacarb, specialty oils, akatinol memantine.

Note. ACTH — adrenocorticotropic hormone; GCS — glucocorticosteroids.

Tabmuua 5. Dghexmusrocms mepanuu MoHoeHHbIX SNUAENCULL U FHUEHANONAMUL PAZGUMUS U INUAENINUMECKUX 8 OUHAMUKE

Table 5. Efficiency of therapy for monogenic epilepsies and developmental and epileptic encephalopathies over time

Effect level

Criterion

Pemuccust mpucTynos
Remission of seizures

KoHTpoJib MpUCTYIIOB
Seizure control

3HaYMMOe CHUKEHME YaCTOTHI IIPUCTYTIOB
Significant reduction in seizure frequency

Her acddekra
No effect

p*

*ITo kpumepuio x? Iupcona.
*According to Pearson’s y° criterion.

OTcyTCcTBYE MPUCTYIIOB B TeUeHue >12 Mec
No seizures for >12 months

OTcyTcTBYE IPUCTYITOB B TeueHue <12 Mec
No seizures for <12 months

>50 %

24

22

20

34

31

23

21

25

0,186



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

CKOTO BO3pacTa, IMOABEPIIIMXCSI MOJIEKYISIPHO-TeHETYECKO-
MY TECTUPOBAHUIO IS YCTAHOBJICHMSI STUOJIOTMM SITHJICITH -
YEeCKUX MPUCTYITOB. BeposiTHO, 3TO CBSA3aHO C MIPaKTHKOMN
Bpayeii, ydaCTBOBABIIMX B UCCIICIOBAHMMI, XOTS OOIIEE COOT-
HOIIIEHYE TTAIIMEHTOB B3POCJIOro M IETCKOTO BO3pacTa Ha MX
aMOyJIaTOPHOM TIprieMe He aHaJIM3MpOoBaJiock. Takke ¢ po-
CTOM YKCJIa TIAIIMEHTOB B IPYIIIe HAMM OTMEUEH JIOTMYHBII
POCT 4MCJIa BADMAHTOB TEHOB C MyTALIUSIMU. DTO IepeKInKa-
€TCsI C TAHHBIMU O TOM, YTO C pa3BUTHEM CYIOPOT aCCOLIM-
poBaHbl 977 reHOB: 84 reHa, BbI3bIBAIOIIMX SMMMIETICHIO0 KaK
OCHOBHO# CUMITTOM, 73 IeHa, CBSI3aHHBIX C Pa3BUTUEM MO3-
Ia 1 3IWJIETICUeid, 536 TeHOB, CBSI3aHHBIX C SITMJICTICUECH, T/Ie
CYIOPOTH SBJISIIOTCS] CUMITTOMOM JPYTOrO HEBPOJIOTUYECKO-
IO paccTpoiicTBa, U 284 reHa MOTEHIMATbHON AMUIETICUU
[20]. Mo maHHBIM Oa3bl JAHHBIX TEHOB Y€JIOBEKa Y TeHeTUYe-
ckux ¢eHorunoB (Online Mendelian Inheritance in Man,
OMIM), ynciI0 reHOB, OTBETCTBEHHBIX 32 pa3BUTUE PAHHUX
SIMIENITUYECKMX SHIIe(aTonaTHii, 3a OC/eIHIE HECKOIBKO
JIET CTPEMUTEIBLHO YBEJIMYUJIOCh OT HecKOabKUX (ARX,
CDKL-5) no 6ostee 69, ecii npiHUMATh BO BHUMaHUE IpY-
TMe BUIbI SIWIETICUM C PAHHUM JIe0I0TOM U 3alIepKKOM pa3-
putust (Hanpumep, GLUT1-cunapom, cuHapoM Aikapau—
IyThepec, HacaenCcTBEHHbIE 00JIe3HM OOMeHa U 1ip.) [2].

B omrcaHHO# Hamu TpyIiie HauboJIee YacTo BBISIBIIS -
Jiich MyTaiivu B rede SCN 1A, 4to cornacyercsi ¢ MUPOBBIMU
U IPYTUMU POCCUICKMMU TaHHBIMM [5, 13, 19]. Ha Bropom
Mecte ObUTM MyTaLu B reHax CDKLSu 82020t — PCDH 19,
axk 2023 . — MECP2. 3apybexHble aBTOpbI Ipu P 1o-
Ka3bIBalOT JUIMpoBaHMe MyTauuil B reHax CDKLS,
STXBP1, KCNQZ2 [15].

Ewe B nyonukanuu 2021 r. Mbl 00CyXaau, 4TO TIPO-
WUCXOASIIME B MUPE U3MEHEHUSI B COOTHOIICHUM «IMar-
HocTrdecKast 3¢ (PeKTUBHOCTh/CTOMMOCTh» TTOJTHOK30M-
HOT'O CEKBEHUPOBaHUsI, BEPOSITHO, BEIBEIYT 3TOT METOJI Ha
Jvaupyoive rno3uuuu u B Poccun [10]. CornacHo npen-
CTaBJICHHBIM BBIIIIE JAHHBIM, 3Ta TCHISHIIVS TTOATBEPK/1a-
€TCSI: 3a MOCJeIHME 3 Toa METO IOJTHO3K30MHOTO CEK-
BEHUPOBAHUS XOTb Y HE CTaJl JTUAMPYIOIIMM, HO 4acToTa
ero NMpUMEHEHU B IIpaKTUKe BeIpocia B 2 pasa (18,6 %).
Cyl1iecTByeT MHEHHUE O TOM, UTO IIPOIPECC TeHETUIECKUX
METOJI0B IUATHOCTUKU 1 3HAYUTEJIEHOE YITy4IlIeHUE Kade-
CTBa CEKBEHUPOBAaHMSI HOBOT'O MIOKOJICHUS B TIEPCIIEKTHBE
MPUBEAYT K TOMY, YTO TIOJTHOITEHOMHOE CEKBECHUPOBAaHME
CTaHET «30JIOTBIM CTAHIAPTOM» B TEHETUUYECKHMX MUCCIIEN0-
BaHMsIX Tipu anuiericuu [1, 7]. Takxke paHee mogyepKuBa-
JIOCh, YTO ITPOBEPKA PE3y/IBTaTOB CEKBEHUPOBAaHUS METOIOM
Coanrepa Tpuo (peOEHOK U €ro poauTeIn) o0s13aTelbHa,
LIeHa UCCJICIOBAaHUST OTHOCUTEIEHO CTOMMOCTH TUAarHOCTH -
YEeCKOM MaHeIN WU IMOJTHO3K30MHOIO CEKBEHUPOBAHUS
HEeBeJIMKa, a TPAKTOBKA Pe3yJIBTaToOB 0€3 TaHHOTO ITONTBEP-
XIEHUST 3aTpyIHUTEJbHA U 4acTo HeBo3MoxHa [10].
B pesynbrate HaMu Ha TPaKTUKE OTMEUEHA TIOJIOXKUTETb-
Hasl TOCTOBEpHasl TEHIACHIINST pOCTa YaCTOTHI TIOATBEPIK/IE-
Hus mytauuu mo CaHrepy g0 51 %.

4

N3BecTHO, YTO HECMOTPST Ha BCE COBPEMEHHOE pa3-
HooOpa3ue cuHapoMoB DPD B kiaccudukalum, yactoTa
HX BCTPEYaeMOCTH B IIOIYJISIIMUA U B OOIICH CTPYKType
SMWIENITUYECKUX CUHAPOMOB He Tak Bbicoka [8, 9, 11, 13].
C apyroii CTOpOHBI, HAMU TTOKa3aHO, YTO CPEAU TUarHO-
CTUPOBAHHBIX MOHOT€HHBIX SMMICIITUYECKUX CUHAPOMOB
nosst DPD siBisieTcst mopasJsionieil u gocturaeT 68 %.
HecoMHeHHO, YTO 3TO TOCTATOYHO TSIKEJIO IPOTEKAOIITE
(opMbI 3a00J1€BaHUS Y IETEI, YTO ITOATBEPKIACTCS TTPEI-
CTaBJIEHHBIMU KJIMHUYECKUMHU XapaKTepUCTUKAMU
(cM. Tabi1. 3) 1 papmakoaHaMHe30M. MHOIME U3 MalUeH-
TOB, BKJIIOUEHHBIX B UCCJICIOBAaHUE HA NPOTSIKEHUM BCETO
reprona HabIIOAEHSI, COOTBETCTBOBAIM KPUTEPUSIM (hap-
MaKOpe3UCTeHTHOCTH [ 16]: moymateparst ADIT — 70 %, me-
JIMaHa yucjia ucrosib3oBaHHbIX ADIT B aHaMHe3e — 3.

Hdaxe HeCMOTpPSI Ha MPUMEHSIEMYIO MOJMTEPAITHIO
ADII, ansrepHaTUBHBIE METOMABI JIEUEHUSsI, HAOMIOAeHE
B CIIEIMAJIM3UPOBAHHBIX STMJICITOJIOTUICCKMX LIEHTPaX,
MOJTy4YeHHBIC TToKa3aTeau 3¢ (MEKTUBHOCTU TepaIy MO-
HOTEHHBIX 3IWIenicuii 1 OPD B moBceAHEBHOU KIIMHUYE-
CKOI1 MMPaKTUKE MO-TIPEKHEMY JaJIeKH OT LIeJIeBbIX ITOKa-
3arejieit MexXayHapoaoHOW MPOTUBOBMUIECTITUYECKOMN
quru (International League Against Epilepsy, ILAE) —
60—70 % [16]. OqHako oTMeUYeHa TeHIEHIIMST pocTa 3¢d-
(beKTUBHOCTH Tepanuy B UCCIICAYEMOI TPYIIIIE 3a TIOCTIC I -
HHUe 3 roma B BUIE YBEJWYCHUs TOJM MAllMEHTOB 0€3
MPUCTYIIOB ¢ 46 10 54 %, pocTa cpeaHel TPOAOKUTEIIb-
HOCTU KOHTPOJISI MPUCTYIIOB (OTCYTCTBHUE B TEUCHUE
<12 mec) no 5,4 + 4,2 Mec U yBeTMYEHUS MeIMaHbI CpOKa
peLuanBa NpucTyroB 10 1 roma. MHTEpeCHbIM SBSETCS
Ha0JII0IeHUE CHYDKEHUSI TOJIM ITAIIMEHTOB ¢ TPUMEHEHM -
€M aJIBTepHATHBHBIX METOAOB — ¢ 52 10 45 %, 1 0COOEHHO
3HAYMMO 3TO KOCHYJIOCH TMETOTepaIliM (4acTOTa IIpUME-
HEHMsI KETOTEHHOM U IPYTUX AUeT CHU3UIAch ¢ 53 no 41 %,
p =0,052). CknagpIBaeTCs BIeUYaTJICHUE, UTO 3TU U3MEHE-
HMS B aJIbTEPHATUBHBIX METOIAX IIPU TEHACHIIUU K POCTY
3¢ HEKTUBHOCTU Tepaluu B 1IeJIOM CBSI3aHBI C 00jIee TO-
YEUHBIM, 1IeJIEBBIM Ha3HAYEHUEM TaHHBIX METO/IOB.

BbiBoabl

Takum obpa3om, B aMOyJIaTOPHOI MTPaKTUKE HEBPO-
JIOTOB-3MMUJIENITOJIOIOB OTMEUYAETCsl pacIIMpeHue CIieKTpa
JMMATHOCTUPOBAHHBIX TeHHBIX MyTallMii. Takke BBISIBJICH
YETKUI POCT YaCTOThI TTOJITHOIK30MHOI'O CEKBEHUPOBAHUS
B 3TUOJIOTMYECKOI TMarHOCTUKE MOHOT€HHBIX IWICTICUI
n OPD. K coxaneHuto, oT Hauaja 3adoJjieBaHUs 10 TeHe-
TUYECKOIo IUarHo3a Mo-IpexHeMy MpoxXo st roasl. Kak
MPaBuUJIo, B MIPAKTUKE FeHETUYECKOE TECTUPOBAHUE MTPO-
XOMST MALMEHTHI C TSKEJIMU, PE3UCTEHTHBIMU K Teparuu
OP3. OnHako aHanuTHUYeCcKass 00paboTKa JaHHBIX U pac-
IIUPEHKE OTbITa B 3TUOJIOTMYECKOUN TUarHOCTUKE MOHO-
TeHHBIX 3MUJIETICUiT 1 DPD oTpaxkaloTcs Ha 0oJee LeIeBOM
1 3¢ GEeKTUBHOM MMOA00PE TepaIluu B peaJbHON KIMHUYE-
CKOM IIpaKTHUKE.
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B cTatbe npeactasneH 0630p COBPEMEHHbIX LAHHbIX TUTEPATYPbl O PAKTOPAX PUCKA, SNMUAEMUONOTMHN, STUONOTUY, KITUHN-
YeCKOM KapTUHe, AUArHOCTUKe, NpodUNaKTUKe U TeYeHUn feTcKoro LepebpansHoro napanuya (ALUMN).

JleTckuit uepebpanbHbil Napanuy — Hanbonee pacnpocTpaHeHHasn NaToNorus, NPUBOAALANA K UHBANULHOCTU B LETCKOM
BO3pacTe, C HapyLlWeHWeM ABUraTeNbHOM YHKLUM B pe3ynbTate NOBPEXAEHUA LIeHTPaNbHOM HepBHOM cuctemsl. Mpu AU
MMEeET MeCTO WINPOKMI CNEKTP PacCTPOMCTB, HapyLIAKLWNii NOBCEAHEBHYIO AeATENbHOCTb pebeHka. Kpome Toro, BO3MOXHBI
KOTHWUTUBHbIE U NOBEAEHYECKME HAPYIIEHMS, KOMMYHUKATUBHbIE NTPOGIEMbI, Pa3BUTUE INUNENTUYECKMUX NPUCTYNOB. PaHee
cyutanocs, 4to npuumnHon LM asnsetca HefocTaTok KUCNOpoaa npu poxaeHnn. OfHaKo coBpeMeHHble UCCNeA0BaHUA
NO3BOJINAMN YCTAHOBUTb, YTO HAPAZY C 3TUM CYLLECTBYET MHOXECTBO APYruX NpuymnH 1 hakToOpoB PUCKa, KOTOpPbIE B COBO-
KYNHOCTU BbI3bIBAIOT NOBPEXAEHWE rONOBHOTO MO3ra B NEPUOL, OHTOTEHe3a W CNOCOBCTBYIOT Pa3BUTHIO NATONOTUYECKOTo
npouecca. [laHHblit 0630p uTEpaTyphl HAaNpaBAeH Ha OCBELLEeHWe COBPEMEHHBIX pa3paboTok B obnactu LM u onpepene-
HUe HOBbIX NyTeW ANA NOCNEAYIOWNX UCCIE[0BAHMIA B 3TON 06NacTy.
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The article presents an overview of current literature data on the description of risk factors, epidemiology, etiology,
clinical presentation, diagnosis, prevention and treatment of cerebral palsy (CP).

Cerebral palsy is the most common pathology that leads to disability in childhood, with impaired motor function
as a result of damage to the central nervous system. With CP, there is a wide range of disorders that disrupt the daily
activities of the child. In addition, cognitive and behavioral problems, communication disorders, and the appearance
of epileptic seizures are possible. Previously it was believed that the cause of CP is a lack of oxygen at birth. However,
modern research has established that, along with this, there are many other causes and risk factors that together cause
brain damage during ontogenesis and contribute to the development of the pathological process. This literature review
aims to highlight current developments in the field of CP and identify new avenues for future research in this area.
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BeepeHue

JHerckuii nepeopanbHbiit mapanuy (A1) — Hanbonee
pacrpocTpaHeHHast aTOJIOT U, TIPUBOIAIIAS K MHBAJIUII-
HOCTHU B IETCKOM BO3pacTe, C HapyllleHeM IBUTaTeIbHOMN
¢GyHKIIMM B pe3yJibTaTe MOBPEXIECHMS LIECHTPaIbHON HEPB-
Hoii cucteMsl [49, 61]. Cumnrombr JA1ITT HEOTHOPOIHBI.
B ogHOM cityyae BO3MOXKHBI MPOSIBJICHUSI, CBSI3aHHbBIC
TOJIBKO C HAJIMYMEM JIBUTATEIEHBIX HapyllleHni. B npyrux
CJIydasix IMeeT MeCTO IIIMPOKUIA CITEKTP PacCTPOMCTB, KO-
TOPBIN HapyIaeT MOBCEIHEBHYIO IEATEILHOCTh peOeHKa
HapsAy ¢ IPYTUMU Cepbe3HBIMMU COMYTCTBYIOIIMMMU 3200~
JeBaHUsIMU. OTHAKO CO BpEMEHEM KIIMHUYECKUE TTPOSIB-
JIEHUSI MOTYT MOIH(UIIMPOBAThCS BCIICACTBUE U3MEHEHUIA
B HEpBHOI1 cuctemMe ¢ Bo3pactoM. [loBpexaeHue Mo3sra
10, BO BpeMsI MJIU Cpa3y II0CJIe POIOB BIIMSIET KaK Ha HEPB-
HYyI0, TaK ¥ Ha OITOPHO-/IBUraTeIbHYIO CCTEMY OpraHM3Ma,
BBI3bIBasl TAKKE CUMITTOMBI, KAK aHOMAJIbHOE COKpAIIICHUE
MBI, U3BMEHEHUS MOJI0XKEeHUs Tejla, OrpaHUYEHUE TBU-
>KEHUSI 1 aKTUBHOCTH, KOTOPBIE COITPOBOXKIAIOTCSI HApy-
IIEHUSIMU YYBCTBUTEIBHOCTU HapsIy ¢ PacCTPOMCTBaAMM
Bocnpusitus [49]. KpoMe Toro, BO3MOXHO HaJIMYKUE KOT-
HUTUBHBIX HapYIIEHWIi, MOBEAEHYECKUX MPOOJIeM, pac-
CTPOICTB OOIICHUS, SITUJICTICUM U BTOPUYHBIX HAPYIIIEHUIA
OITOPHO-JBUTaTeNIbHOTO anmapara [44, 49, 53]. Panee cuu-
Tajoch, yTo nipuunHoi JLIT aBasieTcst HegoCTaTOK Kuc-
JIopoJia IMpy pOXKAESHUM, OMHAKO OJ1arofgapst HOBBIM MCCIIE-
JIOBaHUSIM OYEBUIHO, YTO HApPSAYy C 3TUM CYIIECTBYET
MHOKECTBO IPYTUX TPUYMH U (PaKTOPOB PUCKA, OTBETCT-
BeHHbIX 3a pa3Butue JLII1. B HacTosIiee BpeMs cuyuTaeT-
cd, uro JIIT Bo3HuKaeT B pe3ybTaTe psiaa GakTopos,
KOTOpPBIE B COBOKYITHOCTH BBI3BIBAIOT MOBPEXKICHMIE TOJI0B-
HOTro MO3ra B ITepuoj oHToreHesa [22, 53].

HeTckuii 1iepeOpaibHbIil Mapajinud JUarHOCTUPYETCS
y 2—3 Ha 1000 poguBImxcs XuBbIMU [56, 61]. B nccenosa-
HMSIX, TTpoBeneHHbIX 10 1990 1., 6bUT0 0OHapy*KeHO, UTO pac-
npoctpaHeHHOocTb LT rMesna TeHaeHIINIO K YBETMUEHMUIO.
C 1990 o 2003 . pacIpocTpaHEHHOCTh OCTaBaJIaCh OTHOCH-
TeNbHO HEM3MEHHOI, COCTaBJISIs OT 2,2 10 2,3 ctyvasi, omHa-
KO B HACTOSIIIEE BPeMsI UMEETCsI TEHIEHIIYS K YMEHbIICHUIO
YacTOThI BCTpeYaeMOCTH JaHHOi1 maronoruu [43, 53]. B no-
ClleHee NeCATIIETUE B IUTePaType ObLIN BbISIBIICHBI PA3Idy-
HBIE CTpaTeruu MpohWIAKTUKHI 1 JICYCHMST, KOTOPbIE TIOMOIIA
CHU3UTh YaCTOTy BO3HMKHOBEHMSI 3TOTO 3abo0seBaHust. Ha-
3HaYEeHME CYJIb(haTa MarHusI, IPOrecTepOHa 1 ITTFOKOKOPTH -
KOCTEPOUIIOB OEPEMEHHBIM M3-3a MX HEMPOIIPOTEKTOPHBIX
CBOICTB, a TakKe MPUMEHEHME TepalleBTUIECKOM THITOTeP-
MUY SIBJISTIOTCST OMHUMM U3 BO3MOXHBIX METOIOB IPEIOTBPA-
IICHUSI HEIOHOIIICHHOCTH, KOTOpasi BHICTYIIAeT OCHOBHBIM
strosiornuecknM pakropom AL [11, 12, 18, 62].

IIpoBeneH 0630p COBPEMEHHBIX JAHHBIX JINTEPATYPHI,
OITMCHIBAIOIIMX MCCJIEIOBAHUSI B OTHOIICHUU (DaKTOpOB
pUCKa, 3TUOJIOTUM, KITMHUTYECKOM KapTUHBI, TUaTHOCTUKM,
npodunaktuku u gedenust LI 3a mocnennue 5 net. JlaH-
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HBIIf 0030p HAIIPaBJIEH Ha OCBELIEHNE COBPEMEHHBIX pa3-
paboTOK B 00JIaCTU IETCKOTO liepeOpaibHOro mapainda
U OIpeNeIcHUe HOBBIX IyTel IS ITOCICAYIONINX UCCIIe-
JIOBAaHMI1 B 3TOI 00JIaCTH.

st ocylecTBICHUs MOCTaBICHHOM 1LIEIM UCCIIEN0-
BaHUsI ObLIM OTOOPAHBI PA3JIMYHbIC TUITHI OITyOIMKOBAH-
HBIX CTaTell, BKJIIOYAs OpMTMHAJbHBIC MCCICIOBaHUS,
0030pHbBIC CTaThbU U CHCTeMaTudeckue 0030pbl. [1poBo-
JIAJICS TIOMCK TT0 KJTIOYEBBIM CJIOBaM: IETCKMIA LiepeOpaib-
HBII TTapaJiny, paHHee MopaXkeHUe TOJIOBHOIO MO3Ta WK
MepuHaTajabHas 3H1edaaonaTsI, METOIbI IMAarHOCTUKU,
JledeHHM U NpoduiaakTuku. beuin mpoaHanM3upoBaHbI
nyonukaiyu 3a 5 jet (¢ 2018 mo 2022 r.) mist npenocTas-
JIEHUST 0030pa COBPEMEHHBIX TaHHBIX.

®akTOpbI PUCKA U 3TUONOTUA

AETCKOro uepebpanbHOro napanuya

CyiecTByloniue (akTopbl prcKa M3y4aeMOIi IaTojo-
MU MOTYT OBITh pa3ae/ieHbl Ha T¢, KOTOPbIE pa3BUBAIOTCS
B IIEPUOJ 10 3a4aTHsl, BO BpeMsl OEPEeMEHHOCTH U TOCIe
poxnenus [42, 53], T.e. IpeAcCTaBieHbl IIPpeHATAIbHBIMU,
MepUHaTaIbHBIMU, TIOCTHATAILHBIMUA 1 HEYCTAaHOBJICHHBI-
MU KaTeropusiMi. B HacTosiiiiee BpeMst U3BECTHO, YTO OCHOB-
HbIMU (pakTOpamu pucka pa3putus LI asasitorcst poabt
J1o 37 Hep recTallM U Macca Tesa mpu poxXaeHuu <2,5 Kr;
TEM HE MEHeEE OIUCAHbI U APYTUe POOIEMBI, BKIIIOYAIOLINE
ITOPOKM Pa3BUTHsI MO3Ta B IIPeHATaJIbHOM IIepUOJIe, TeHe-
TUYECKUE IPUYMHBI, BHYTPUYTPOOHBIC MHMEKIIUM MaTepyr
u 1wioga u np. [22, 32, 59]. CocrosiHue 3M0pOBbsl MaTepu
JI0 3a4aTHs SIBJISIETCS OMHON M3 MPUYMH, BIMSIOIIMX
Ha LIEHTPaJIbHYI0 HEPBHYIO CHCTEMY TUTO/a B 60JjIee O3HHUE
CPOKH recTanuu, 9yro MoxeT npusecty K JALIT [53]. Pak-
TOPBI, KOTOPBIE MOTYT IIPUBECTH K TTOBPEKICHMIO T'OJIOB-
HOT'0 MO3T'a BO BpeMsI 6epeMEHHOCTH,, BKJTIOYAIOT recTally-
OHHBIN TUabeT, KPOBOTEUEHHME, TIPEIKIAMIICHIO, TaKXKe
onpeeIeHHOE BIMSHUE OKa3bIBalOT MHOTOILIOAHAS Oepe-
MEHHOCTb, THOE]Ib OMHOSUIIEBBIX OJIM3HEIIOB, TEHETHYE-
CKasl MpeApacIioyioXXeHHOCTh [56]. DakropaMu prcKa BO
BpEMsI POJIOB SIBJISTIIOTCS TIPEXIEBPEMEHHbBIC POIBI WIIN
poaopa3pelieHUe 1ocjIe YCTAaHOBJIEHHOTIO CpoKa, KecapeBo
CeYeHME, POIopa3pellIeHHE ¢ TTOMOIIBIO BaKyyMa, ¢ TIpH-
MEHEHHMEM IIUIIIOB, 3aTSDKHBIE POIIbI, OTCIIOMKA TUIAIICHTHI,
acukcus, CUHIPOM acriupauuu MekoHus [41, 48, 53].
Cpa3y 1nocJjie pofoB IOopaXkeHNe MOXET BOZHUKATh U3-3a
TaKUX COCTOSIHUI, KaK TMIIOIJIMKEMMSI, 3KeJITyXa U MH(pEK-
uuu [7, 51]. Dtrosornyeckum akTopomM MOTYT OBITh I'e-
HeTUuyeckue mytauuu [22, 32].

MMeeT 3HaUYeHME CPOK recTalivu. Y OeTeil, pOXKIeHHBIX
B cpoke <32 Hel, onpeaesjoch mopaxkeHue 0eaoro Be-
1IIECTBAa, CTeTIeHb N3MEHEHMSI KOTOPOT'0 YBEINYUBaJIach C
yYMEHBbIIIEHHEM recTallMOHHOro Bo3pacrta [25, 28]. ITopa-
JKEHUE CEpOro BEILIECTBa B 0OJIbIIEH CTENeH! HA0II0AaI0Ch
y HEIOHOILIEHHBIX AeTelt [22].

21

OB30Pbl U NEKLUMN



OB30OPbl U NEKLUMN

22

pssi' IIETCKOM
HEBPOAOT UM

Knaccudmkauua perckoro

LuepebpanbHoro napaauya

CylIIeCTBYIOT pa3IMuHbIC KJIacCU(PUKAIIUY B 3aBUCH -
MOCTH OT TUIIa IBUTATEeIbHBIX PACCTPOMCTB, 00JIACTH I10-
paxkeHsI M ypoBHsI TToBpexxaeHus. [1o Tumy nBUraTeIbHbIX
HapyweHuii LI knaccubumpyoT Kak ciacTUYeCKui,
JUCKUHETMYECKUI U aTaKcHueckuii. B 3aBucuMocTu ot
00J1aCTH ITOPaXKEHUS €r0 MOXHO KJIaCCU(PUIIMPOBATh KaK
KBaJIPUILUICTMUECKMIA, TEMUTIICTUIECKUIA, TUTIICTUYECKMIA
M MOHOIUIETMYECKUIA, MpUYeM HarboJiee YacTo BCTpeya-
eTCST TUTIICTUYICCKUI, 32 KOTOPBIM CJICIYIOT TeMMIUICTH -
yecKuil M KBagpuruierndeckuii [50, 54].

B otevyecTBeHHOIT HEBPOJIOTUM TTPUHSITA Kilaccuduka-
uus, npemioxeHHas K.A. Cemenosoit (1973, 2007) [5].
Brinensiior 5 ¢popm ALITT: nBokiHAs reMUTLIET s, cliacThJec-
Kasl TUILICTUS, TMIIepKUHEeTHYecKast (hopMa, aTOHMYECKU -
acTatuyeckas hopMa, reMunapeTndeckas opma.

CrnacTU4ecKuii CUHAPOM BO3HUKAET M3-3a MOPAKCHUS
TOJIOBHOT'O MO3Ta, 1 0COOEHHO 30H, KOHTPOJIMPYIOLIUX IBU-
>keHue. JIMCKMHeTYeCKIe CUMITTOMBI HaOJTFOIaloTCSI B CBSI-
31 C TIOPaXKeHMEM ITOIKOPKOBBIX CTPYKTYP, @ aTaAKCUIESCKIE
CHMIITOMBI — B pe3yJibTaTe IopaXeHus: Mo3xedka. OKoJ1o
80 % cmyuaes LT nmeroT cnactnyeckuii xapakrep [23].
Ha mucknnaernueckuii Tuttr npuxoautes ot 10 go 20 % ciy-
YyaeB, OH IPOSIBIISIETCST HEMTPOM3BOJIBLHBIMU HEKOHTPOJIUPYE-
MBIMU TTOBTOPSIIOIIMMMCS, & UHOTA U CTEPEOTUITHBIMU
JBVKCHUSIMU C HETTOCTOSTHHBIM MBIIIIEYHBIM TOHYCOM, XO-
peoaTteTo3oM. Atakcryeckuit T cocrasisieT S—10 % ciy-
YyaeB U MPOSIBJISICTCS HapyIIeHEM KOOPIMHALIVM C MBIIIIeY-
Holt runoToHue. BoaMoxxHo coyeTaHue 2 1in 6oJiee TUIIOB
1IepeOpaIbHOrO Mapajruya — 3TO TaK Ha3bIBaeMbIil CMeIlIaH-
HBIiA T, Yallle ¢ COYETaHUEM CITAaCTUIECKMX M aTCTOMITHBIX
MPU3HAKOB, Ha JIOJII0 KOTOPOro IpuxoauTcs 15 % Bcex
ciyyvaes [25, 49].

OLieHKa TSDKECTH TBUTaTe IbHBIX HapyILIeHUI BaxkKHa TSI
MPOTHO3UPOBaHUS (PYHKIIMOHUPOBAHUS TTOPAXKEHHBIX KO-
HEYHOCTeH 1 ucxona JedeHusl. JIJ1st 3Toi 1eJIv UCTIONb3YIOT-
cs 3 cucteMbl yHKIIMOHaANbHOU Kiaccudukarmu JLIIT,
kotopsie BKItoyalor GMFCS, MACS u CFCS (9, 41, 53].
GMEFCS, pazpaboraHHas R. Palisano u coast. B 1997 1., uc-
TTOJTb3YEeTCsI BO BCeM MUpe 1S DYHKIIMOHAIBHOM Kitaccrdu-
kauum LTI [9, 41, 53]. IlIkana nmpocta B UCMOIb30BaHUU
U OMUCHIBACT (DYHKIINIO KPYITHONH MOTOPUKU; BBIIEISIOTCS
YPOBHH, OITUCHIBAIOIIIE TIPOV3BOIbHBIC IBVKCHUST U UICTIONb-
30BaHME BCIIOMOTATEIbHBIX CPEACTB ISl TIEPEIBYKEHUS.
CHauaJa 1ikasa obl1a pa3padoTaHa 1J1s1 UBMEPEHMSI ITPOCTHIX
NBIDKeHUH y neTeit B Bo3pacte 2—12 jet, Ho B 2007 1. ObLia
repecMoTpeHa ¢ BKJIIOYeHMEM Jull B Bo3pacTe 12—18 et
CornacHo HOBoI1 epecMoTpeHHol Bepcun GMFCS, pede-
HOK cuuTaeTtcst Haxoasiumcs Ha I ypoBHe GMFCS, eciiu on
MOXXET XOIUTh 0€3 KaKUX-TM0O0 BCIIOMOTATe/IbHBIX CPEICTB.
OnHaKo CyIIECTBYIOT MPEACTARICHMS M OTPaHUYEHUST B 3a-
BUCUMOCTH OT Bo3pacTta pebeHka. Ha Il ypoBHe pebeHOK
MOXKET BBITOJIHATh BCE 3TU IAEWCTBUSA, HO IIPUCYTCTBYIOT
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OTrpaHMYCHUS B BUIE CKOPOCTH, OajlaHCa M BBIHOCIIMBOCTH.
PebeHKy TpyaHO XOAUTh Ha OOJIbIINE PACCTOSIHUS, TPEOy-
€TCSI IOPTaTUBHOE YCTPOMCTBO WJIM YCTPOMCTBO Ha KOJie-
CHIKaX JIJIsI IIPEOI0JICHUS OOJIBIINX paccTosTHUI. KpyrHast
MoTtoprka MuHumanbHa. Ha 111 ypoBHe aeTu xonr ¢ nop-
TaTUBHBIMU MOOWJIBHBIMM YCTPOMCTBAMM B TIOMEIICHUH,
HYXIaI0TCS B HAOJMIOACHUM BO BPeMsI MOIbEMa 110 JIECT-
HMIIEC ¥ TPEOYIOT UCTIOIh30BaHMSI KOJIECHBIX YCTPOMCTB IJIsT
nepeMelleHus Ha 6osbluve paccrossHus. Ha 1V ypoBHe
y peOeHKa OTCYTCTBYET CAMOCTOSITEJILHOE TIEPEABIKCHUE.
PebGeHOK MOXET CUIETh C TTOIIEPXKKOM, HO JIJIST TPAHCTIOP-
TUPOBKU TPeOyeTCsT MHBAIMIHASI KOJISICKA C PYYHBIM WJIN
MeXaHu4yecKuM TpuBoaoM. Ha V ypoBHe netu 3aBUCST
OT Bcex (pakTOpOB Y MMEIOT OTPaHWICHUSI IO TTOAIepKa-
HUIO aHTUTPaBUTALMOHHOM 1M03bl. OHU CTPOTO TPEOYIOT
MePEBO3KY B MHBAJIMIHOM KOJISICKE.

CucreMa Kiaccu@ukauuy MaHyaJIbHbIX CIIOCOOHOCTEM
(MACS) npencrapisieT co00il 5S-ypOBHEBYIO IIKay, UC-
MOJb3YeMYI0 IJIs1 ieTeli B Bo3pacTte oT 4 1o 18 jiet, pa3pado-
taHHy10 A.C. Eliasson u coaBr. B 2006 I. 1J1s1 OLIEHKH (PYHK-
LA BepxHell koHeyHocTU. Ha 1 ypoBHe peGeHOK MOXKET
JIETKO 00paliaThCs ¢ IpeaMeTaMu, eCTh HEKOTOPHIE Orpa-
HMYEHUS B TOYHOCTHU, HO 3TO HE MeIIaeT IMOBCETHEBHOM
nesitenbHocTU. Ha I ypoBHE nesiTenbHOCTh peOeHKa Me-
JIEHHee ¥ MeHee KayeCTBeHHA. PeOEHOK MOXKET MCIIOJIb30-
BaTh IPYroil Crioco0 BBIMOJHEHUS AESITebHOCTU, HO 3TO
He BJIUSIET Ha TTIOBCETHEBHYIO AESITEIbHOCTD, BHITTOIHIEMYIO
pederkoM. Pedenok ¢ MACS 111 ypoBHST MMeeT CHIDKEHHYIO
CKODPOCTb ITpY BBITIOJTHEHUY ABWXKEHUI PYKaMU U 4acTo
C OrpaHUYEHHBIM YcIiexoM. HekoTopble neiicTBYST HyKIaloT-
Cs1 B IIOMOIIIU, HO APYTHE MOTYT OBITh BBITMIOIHEHBI O€3 TTOCTO-
poHHeit moMouy. PebeHok ¢ MACS 1V ypoBHSI BbINOJTHSET
pa3JIMYHbIC POCTHIE ACHCTBUSI C OOJIBILIM YCHIMEM, TPEOY-
€TCs1 ITOCTOSTHHAST TTOMOIIIb Y analTUPOBaHHbIE TUITHI 000pY-
JIOBAHWST 151 BBITTOJIHEHUST TIPOCTHIX AeWCTBUA. [1aleHThI
V ypoBHS Hy:KIAIOTCS B IOCTOPOHHEN MTOMOIIIH, TpeOyeTcs
ITOCTOSTHHASI TIOMOIIb ¥ aIalITUPOBAaHHBIE TUITH 000pPYIOBa-
HMS U151 BBITTOJIHEHMSI TIPOCTBIX AeticTBuit [21, 50].

Cucrema knaccu(puKaluuu KOMMYHUKATUBHBIX (DYHK-
uuit (CFCS) Takke mpeacraBisieT co00i 5-ypOBHEBYIO
IIKaJTy, KOTOpasi MCIIOJb3YeTCs NI OLIEHKW TTOBCEIHEB-
Horo obmieHus1. Ha | ypoBHe 1eT MOTYT 001LIAThCS B KOM-
(bopTHOM TemIle Ha CBOEM WMHAMBUAYyaJIbHOM YPOBHE,
MOTYT OTHPABJIATh M TIOJy4aTh MH(POPMALIMIO OT pa3HBIX
mopeit. Ha I1 ypoBHe TeMn o0O11ieHUS MeIJICHHBIH, OgHA-
KO MalMeHThl MOTYT o01IaThes mpaBuibHO. Ha 111 ypoBHe
obieHre 3(GOEKTUBHO TOJIBKO CO 3HAKOMBIM ITAPTHEPOM.
Ha IV ypoBHe peGeHOK — MHOT/IA YCIIEIIHBINM OTIIPABUTEIb
Y TI0JTyJaTesIb COOOIICHU CO 3HAKOMBIMU MapTHEPaMU.
BosMoxkHbIe BapuaHThl KOMMYHUKALWW; 1) MHOTIA YCTIeI-
HBII OTIIPABUTETb U MOJTyYaTesIb; 2) YCIIEITHO OTIIPABIISIET
COOOIIIeHUS, HO TUIOXO MOHUMAET; 3) XOPOIIO MOHUMAET
COOOIIEHMS, HO TIJI0X0 oTnpaniseT. Ha V ypoBHe maiueHT
PEIKO YCHENIHO OTMPABIISICT M IPUHUMAET COOOIICHUS



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

JIaxKe OT 3HAKOMBIX JTtofeii. PeOEHOK orpaHMYeH Kak OTIpa-
BUTEJIb U TIOJTy4aTe b, JJ1sT OOIBIIMHCTBA JTI0oAe KOMMYHU -
Kalus pebeHKa HenmoHsATHa. PeGeHOK IJI0XO IMOHMMAeT
oOpalleHHYI0 K HeMy peub. IHOorma KoMMyHUKa1us ObIBa-
€T YCIEITHOM! CO 3HAKOMBIMH JIIOAbMU [45, 49].

KnuHunyeckue npoABJieHNA AEeTCKOoro

Luepe6panbHoro napaauya

HWmeromuecst npuszHaku u cumnroMbl JLIT pazHo-
00pa3Hbl ¥ B OCHOBHOM BKJIIOYAIOT IBUTATEJIbHbIC HAPY-
IIEHMSI, CCHCOPHBIN MeUIUT ¥ HAIMIUE CBSI3aHHBIX CO-
ITyTCTBYIOIIMX 3200JI€BaHUI 1 TTATOJIOTMIECKUX COCTOSTHUIA,
KOTOpBIE€ BOZHUKAIOT M3-3a ITOPaKEHHUSI LICHTPATLHOMN HEPB-
HOW CUCTEeMBI: 00JIb, KOTHUTUBHBIC HAPYIIICHUS, peUeBhIC
paccTpoiicTBa, SMWIETICUSI, PACCTPOICTBA IOBEACHMS, Ha-
DYLICHUST CHa, HapYIICHUST TIOXOIKH, peXe — HapylIeHue
CIIyXa, 3peHUsI, XKeTyI0YHO-KUIIIeYHbIE, SHIOKPUHHO-00-
MEHHbIE 1 Ipyrue paccTpoiictia [35, 41, 47]. Otv npusHa-
K1 1 CUMIITOMBI MEHSIOTCS IO MEPEe B3pOC/ICHMS peOeHKa,
HaIpUMep ITPOUCXOMUT YXyIllieHe PYHKIIMA HEPBHO-MbI-
IIEYHOTO arrapaTa U QYHKIIMOHAIBHBIX BO3MOXHOCTEM
pebeHKa, XOTsI TopaXkeHKe TOJIOBHOTO MO3Ta HOCHT CTaTH-
yeckuii xapakrtep [60]. YacTo oTMeUaroTcsT UCITOIb30BaHE
OIHOM PYKU B BO3pacTe A0 2 JIET, 3a/IepXKKa HEPBHO-TICH -
XMYECKOI0 Pa3BUTHUS U HaJW4ue MaTOJOTUYECKUX ped-
JIEKCOB TI0CJIe oIpeae/ieHHoro nepuoaa [23].

Haubonee yacTbiM CUMIITOMOM, HaOIIOMaeMbIM Y Ta-
ueHTtoB ¢ JA1IIT, sBisieTcst rTunepToHyC MBIIIL M3-3a POAO-
BOU TpaBMBI HapsiLy C APYTUMU JBUTATETbHBIMU ITPOOJIeMa-
MU, TAKUMU KaK HapyllleHUe paBHOBECUSI, KOOPIUHAIIUY,
dbynxkimu pyk u T.4. [48]. HemaBHee uccienoBaHue MoKasaio,
YTO 3TO MOXKET ObITh CBS3aHO C 3 IpUYMHAaMU: 1) TS BBITION -
HEHUS OIpee/ICHHOM 3a1a4K TpeOyeTCsl OOIbIIIE MBIIICY -
HBIX BOJIOKOH, YeM Y 3IIOPOBBIX JIIONIEi; 2) OTMeYaeTCsI
Ype3MepHOEe OTJIOXEHNE KOJIJIareHa B MBIIIICUHBIX BOJIOK-
Hax, 4YTO CHIKaeT 3(h(HEeKTUBHOCTh MBI, JAejIasi UX KeCT-
KUMM; 3) UMEIOTCS M3MEHEHUsI HEPBHO-MBIIICYHOM Tie-
penadM, KOTOphIe BBI3BIBAIOT HApYIIEHUE COKPAIICHUS
MbImI [60].

Cnactuyeckast TUILIETHsI SIBJISIETCSI HanboJiee 4acThIM
TUIIOM, Ha JOJII0O KOTOPOro Ipuxoautcs 35 % ciydaes,
U BO3HMKAET BCJICICTBUE MIOBPEXICHUS HE3PEION OJIUTO-
JIEHIPOIJIMKA BO BTOPOM TpUMECTpe. Y JeTeil B Bo3pacTe
oT 3 10 6 MeC HEKOTOpbIE U3 HAa0JII0IaeMbIX 0COOEHHOCTE M
BKJIIOYAIOT CKOBAaHHOCTb, BSJIOCTh, BHITMOAHWE CITMHBI,
PUTHMIHOCTh HMXKHUX KOHEYHOCTEM M CKpeIIMBaHE HOT
MpY BCTaBaHUU ¢ KpoBaTu. OTMeYaeTcsl TakKe U3MEHEHUE
KOOPAMHALIMY IBVXXCHUI BepXHUX KOHeYHOCTeu. Jliis
neteit crapire 10 Mec xapaKTepHO HapyllleHUe ITOJI3aHbsl.
[pu HelipoBU3yaTM3aIIMY XapaKTEPHBIM IIPU3HAKOM CJTy-
KUT MePUBEHTPUKYJIIPHAS JISHKOMAJISIIIS.

Hpyroit dopmoii AT siBasieTcst cnacTuyeckasi KBa-
JIPUILIETHSI, Ha JOJII0 KOTopoii mpuxoautcs 20 %; ee Ham-
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0oJiee pacrpocTpaHeHHas PUIMHA — ITPEXIeBPEMEHHBIC
pomabl. Y pebeHKa BBISIBISIIOTCSI CEPbe3HbIE MOTOPHBIC
Y CEHCOPHBIC HApYIIEHUsI, KOTHUTUBHBIN Ae(ULINT, CYI0-
poru, MpoOJIeMbl CO 3pEHUEM U JAPYTHe COMyTCTBYIOIINE
MaTOJIOTMYECKUE COCTOSTHUSI, KOTOPhIE IeIaloT peOeHKa
MOJTHOCTBIO 3aBUCHMBIM OT yXOJa.

Cny4vau remuriierndeckoit popmsi LT B ocHOBHOM
BO3HUKAIOT Y TOHOIIEHHBIX IETEN U MOTYT OBITh CBSI3aHBI
C MOBPEXKIEHUEM I'OJIOBHOTO MO3Ta 13-3a HEIOCTaTKa K1C-
JIopoja, POIOBOIi TpaBMbl U HATMIMEM HEMPOMETa0O0IM -
YeCKUX WM TeHeTUYecKux HapyiueHuid [49, 53]. [ToBbI-
leHHass cMepTHOCTh Yy Aeteit ¢ JLIIT Bo3amoxkHa u3-3a
Pa3BUBAIOLIMXCS AbIXaTeIbHbBIX HApyILIEeHU [24].

InarHocTuka

Heob6xoauMma paHHSIsI AMarHOCTUKA JIJIs CBOEBPEMEH -
HOTO Hayajla TepaneBTUICCKUX MEPOIIPUITUIA C BOZMOXK-
HOCTBIO BJIMSHUS Ha HEHMPOIUIACTUYHOCTh TOJIOBHOTO
moara [13, 42]. lnarHocTriKa OCHOBaHa Ha aHaJIM3e KJIIMHU-
YEeCKUX MPOSIBIICHUI Hapsiay ¢ PM3NKaIbHBIM OCMOTPOM 1
JAHHBIMU HEMPOBU3yan3aliui. BaxkHbl JaHHBIC aHaAMHE3a,
BKJIIOYast IBUTaTe/IbHbIe GYHKIMK PeOCHKA, MPOBOMSATCS
TICHXOJIOTMYECKOE TECTUPOBAHUE, OLICHKA 3PEHMUSI, ayaro-
MeTpHUYeCKue TECThI, dJieKTpoaHuedanorpadpus [42, 53].
Heo6xoaumbl TIIATEIBHBIA MOHUTOPUHT HEMPOTIOBEACH-
YECKMX MPU3HAKOB, peIeKCOB pa3BUTHsI, HAOTIONEHUE
MX IMHAMUYECKOTO M3MEHEHMS, a TAK3Ke OLleHKa aHOMaJTb-
HOT'O TOHYCA M OCAHKH C YYETOM COITyTCTBYIOIIMX IATOJIO-
TMYECKUX COCTOSTHUIL. Y HOBOPOXIEHHBIX C 3KCTPEMaslb-
HO HM3KO1 Maccoii Tesa IMpy poXACHUHU Yepe3 5 Mec s
MMPOrHO3UPOBaHUS BO3MOXHOTo (opmupoBanus IITT
BO3MOXHO IPOBEICHNE MarHUTHO-PE30HAHCHOM TOMO-
rpacdum [42, 56]. AMeprUKaHCKast akaJgeMusi HEBPOJOTHI
PEKOMEHIYeT MO3TAITHBIA MTPOTOKOJ IJIS TUarHOCTUKM
pebeHka ¢ LepedpanbHbIM NapaaudoM. [lepBbIM 1marom
SIBIISIETCSI pacliO3HaBaHKe 3a00J1eBaHMs IyTeM cOopa aHaM-
He3a U (PU3UKAJIBHOTO OCMOTpA C MOCICIYIOIIUM CKPH-
HUHIOM CONYTCTBYIOIIMX 3a00JIeBaHMI. 3aTeM CIIeoyeT
MU3y4YeHUe MepUHATaJIbHOTO aHaMHe3a, HallpuMep UCCie-
JIOBaHKE aHATOMUM ILTO/IAa Y TPAHCKPAHUAIBHOE YIbTpa-
3BYyKOBOE MCCJICI0OBaHME HOBOPOXKIEHHBIX. I1py oTcyTCTBUM
MPOTUBONOKA3aHUI PEKOMEHIYETCsSl MAarHUTHO-PE30HAHC-
Hast ToMorpadust Il BBISIBJICHUSI BHYTPUYEPEITHBIX aHO-
Maymii. Kpome Toro, mpoBOIsAT CKpUHUHT Ha BPOXKIEHHBIC
HapylIeHWs] MeTaboIM3Ma WJIM TeHETUIECKIEe aHOMAaJIUU
[25]. OcHoBbIBasiCh Ha MOP(OJOTMYECKUX UCCTIEAOBAHU-
ax, W.J. Little oOHapykuJi, YTO B TOJJOBHOM U CIIMHHOM
mo3re ymepiuux gereit ¢ LI HaGnrogaeTcss HEKOTOPbIit
BEHO3HBII M KaNWUISIPHBIM 3aCTOM, YTO MOOYIUIO €T0
Ha3BaTh 3TO 3a00JIeBaHKE «CITMHHOMO3TOBBIM PacCTPOii-
CTBOM», YTO JUKTYET HEOOXOIMMOCTh IIPOBEIEHMUSI TOIIOJ -
HUTEJIbHBIX, KaK KIIMHUYECKUX, TaK U SKCIIEPUMEHTAJIb-
HBIX, UCCICIOBAaHUI B JaHHOM HarpaBjieHuu [14].
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MpodunnakTuka

B 3aBUCHMMOCTH OT BpeMEHU Pa3BUTHS MOPaXKCHUS
rojoBHoro Mosra 6oabHbIX JLIIT MoXHO pasgenutb
Ha JIM1I, Y KOTOPBIX TTOBPEXICHUE FOJIOBHOIO MO3Ta IIPOU -
301IUTO BO BpeMsI ITPEHATaIbHOTO ITePHOJIa, BO BpeMsl POIIOB
U 1iocjie poaoB. Takum o6pa3oM, cTpaTeruy npoduiakTm-
KU1 MOT'YT 3aBUCETh OT MPEIOTBpalleHUsI (PaKTOPOB, KOTO-
pble cHU3IT puck pa3sutus LI B aHTeHaTabHOM, TIe-
pUHATaIbHOM U TMOCTHaTaJlbHOM mepuoaax [13, 43, 51].
OHU BKJTIOYAIOT NPEIOTBpaIieHre (PaKTOpOB pUCKa, JICUeHHUE,
BIIMISTIONLIEE Ha TeUeHMeE OOJIC3HU, 1 JICUeHHE HOBOPOXKICHHBIX,
TTOJIBEPraroIIMXCsl PUCKY. B uTeparype npencraBieHbl pas-
JIMYHBIE METOBI TIPOMPUIAKTUKI YePEITHO-MO3TOBOM TPaBMbI
BO BpeMsI TeCTallMOHHOTO ITeprofa 1 ponoB. BeeneHue cyib-
(bata MarHus ABJISIETCSl BAXKHOM ITPOMUIAKTUISCKON MEpOii
IIJISE MaTepeit U3 IpyIrbl BEICOKOTo pucka [18]. CHukeHue
YaCTOThI NIPEXIEBPEMEHHBIX POJOB U POXKIEHNS MIIAIEHLIEB
C HU3KOM MAaccoi Tejia CIIyXaT HauboJjiee BasKHbIMU (haKTo-
paMu B yMeHblIeHUM oOiueit 3aboneBaemoctu JILIIT.
Bo BceM Mupe yacToTta pooB Ha Cpoke A0 37 Hell COCTaBISIET
12 % n siBsieTcs OMHOM M3 OCHOBHBIX IPUYMH CMEPTH
1 3a00J1eBaHMIi HOBOPOXKICHHBIX. PazmmyuHble nccieqoBaHust
ITOKa3bIBAIOT, YTO MPO(MIAKTUUECKOE UCTIONB30BaHME ITPO-
TeCTepOHA CHIKAeT BEPOSTHOCTD ITPEXIEBPEMEHHBIX POJIOB
Y XKEHILWH C PEAIIECTBYIOINIMMUI POIOBBIMU OCTIOKHEHUSIMU.
He MeHee BaXKHBIMM CTPaTETHsSIMU SIBJISTIOTCST JICUSHHE 3a/1ep-
>KKM BHYTPUYTPOOHOTO Pa3BUTHS TUIOA, Ha3HAYEHUE B Ka-
YeCTBe MOIICPXKUBAIOIIEH Tepaliy MarHUs CyJIbdaTa 1 o~
KOKOPTHUKOCTEPOUIOB JIISI TOCTVKEHMS 3PEJIOCTH JICTKMX
miona [12, 20, 56].

TepaneBTryecKast TMIIOTEPMUST TIOMOTAeT B CIydasix 10-
BPEXXIEHMS TOJIOBHOTO MO3Ta M3-3a HEIOCTaTKa KUCIopOoIa.
Ee HaunHaIoT B Te4eHUE 6 4 TIOCIIe POIOB, YTO CITOCOOCTBYET
CHIDKeHMIO TemriepaTypbl Ha 2 °C B TeueHue 48 4 [20, 39, 62].
IIpodurnakTrka NpesKIaMIICUU OCYILECTBIISIETCST IyTeM
CKPMHUHTA U Ha3HAYeHUs TTpenapaToB alleTHIICATMITIIO-
BOI KMCJIOTHI. OTHAKO 3TOT BOIIPOC TPEeOYeT JaTbHEMIIIMX
MEePCIIEKTUBHBIX MCCICI0BaHWIM. AHTEHaTaIbHasI CTePO-
WIHas TepaIusi HOBOPOXKACHHBIX TTPOSIBIISIETCST B TIPSy -
MPEXACHUN ITEPUHATATILHON CMEPTH, a TAKXKE MPEIOTBPa-
IIEeHUM PUCKAa WHBAJIMOM3ALMU M Pa3BUTUS CeIcuca
B IIepBbIE THU poxaeHus. Elie oqHoi BO3MOXKXHON MaHU -
MyJISIye y HEIOHOIIEHHBIX ACTei, CHIDKAIOIIECH PUCK
KPOBOTEUEHHsI, HEKPOTU3MPYIOIIETO SHTEPOKOINTA 1 aHe-
MUU, TpeOyIolIeil MepeMBaHusI KPOBU, SIBJISIETCSI OTCPO-
YyeHHOoe TepexxaTtue myrnoBuHBI [52]. [ToCKOJIbKY cuuTaeT-
cs, uto 1111 Bo3HMKaeT B OCHOBHOM M3-3a ITPEHATATbHBIX
(akTopoB, cocTaBsIONIMX 10 45 % BCeX IPUYMH €T0 pa3-
BUTUSI, TPOGUIAKTUIECKIE CTPATETUN B 3TOT IIEPUOJ MO-
TYT CHU3UTH ob611yto 3a6oieBaeMocth JLITT. JIas peanu-
3allMM 3TOro B McciaenoBaHuu 2018 1. ObUIM peKOMeH-
JIOBaHbI ONPENEICHHBIC CTPATET UM JIJIsl yMEHBIIEHUSI TTPe-
>KIIEBPEMEHHBIX POIOB: MOJIEJIM HETTPEPHIBHOTO YXO/a O
DPYKOBOJICTBOM aKyILIEPKH, BBISIBJICHUE U JIeYeHUe MH(EK-
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LM MOYEBBIBOISIIIUX MYTEH, yBETMUEHHUE TTpUEMa IMHKA
OGepeMEHHBIMU XEHIITMHAMU U CEPKIISIK IIEHKN MaTKU IJIsT
MaTepeii ¢ BBICOKUM puckom [38, 51].

JleyeHune

Jleuenme JILIIT HampaBieHo Ha yydilieHUe (PYHKIIMO-
HaJIbHBIX BOBMOXKHOCTEH, a TAKKe Ha KOPPEKIIUIO BTOPUY-
HBIX OCJIOXXHEeHMI. OCHOBHBIMU CTPATETUSIMU JICUCHUST SIB-
JIAI0TCA (PU3MOTEPANUA U TPYAOTEPAIINs, MEXaHMIECKIE
TIPUCITOCOOIEHUS, OPTOICANIECKAsT XUPYPIHsI JUTST PELICHMST
OIOPHO-IBUTATEJIbHBIX IPOOJIEM IALIMEHTOB 1 ONTTUMAJTbHOE
MeIMKaMEHTO3HOE, HEMEIMKAMEHTO3HOE 1 XUPYPTrUUECKOe
JIeYeHe COITyTCTBYIOLINX 3a00seBaHuii [43]. BaxkHo cBOeB-
peMeHHOe Ha3HAaYeHUE TepareBTUYECKUX MEPOIIPUSTHIA
B acreKTe paHHei HeMpOIUTaCTUIHOCTY Mo3ra [46, 58].

Benenue nereti ¢ JILIT TpeOyeT My abTUINCUUATIMHAD-
HOTO ITOAXO0Ma C YYaCTUEM Pa3IUYHBIX CIIELIMATNCTOB,
TaK1X KaK MeauaTp, IeTCKUii HEBPOJIOT, TaCTPO3HTEPOJIOT,
OpTOIIE, XUPYPT, MYJIBMOHOJIOT, (pM3MOTEpaIeBT, IICUXO0-
JIOT, JIOTOITe]l, MEAUIIMHCKUM COLIMAJIbHbI PaOOTHUK,
MEJICeCcTpa, TUETOJIOT, 3ProTePareBT, CIICIIUAIbHbBIIM Tena-
ror, cypnoJior [48].

[TomoI1b ceMbi ¥ U3MEHEHUE OKPYKAIOIIEH CPEIbl SIB-
JISTIOTCST OCHOBHBIMU (haKTOpaMM YJTy4IIEHMSI COCTOSTHUS T1a-
LIMeHTA; BAXKHO BIIMSTHUE Ha TAK1E KOMIIOHEHTBI, KaK TIO3Ha-
HUe, O0LLIeHNE, TUETUYECKUe MepoTpusiTus, coH [30].

Henasuue noctikenus B aeyeHuu JLIT Bxioyaror
HWHTpaTeKaJIbHOE BBeieHUe OakiodeHa, CeIEKTUBHYIO J0P-
CaJIbHYI0 PU30TOMUIO M CEHCOPHYIO MHTerparuio [10, 49].
KpoMe Toro, npu JiedeHUU COITyTCTBYIOIINX ITaTOJIOTYE-
ckux coctosiuuit y nereti ¢ JILIIT MmoryT ObITh 3(h(eKTUBHBI
KOHTPOJIb CTIIOHOOT/ICICHYS Y BBIIEIMTEIbHBIX (DYHKIIUIA,
BBICOKOTEXHOJIOTUYHOE XUPYPIUISCKOE JICUCHUE SITHIIETI -
cum [49]. C obe30onuBaroIieil 11ebl0 BO3MOXEH MpUeM
HECTEPOMIHBIX IPOTUBOBOCIIAIMTEILHBIX ITPEIIapaToB, IIPH
JIUCTOHUYECKOI opme a(pdekTrBeH rabaneHTUH [27].
dusznyeckast, mpodeccuoHaNbHasl, peueBast ¥ IOBeICHYE-
cKasl Tepallvsl IIOMOTa0T YIyYlIuTh B3aMOIEHCTBUE T1a-
LIMEHTA U OTleKyHa, o0ecrieunBasi MOAIEPXKKy ceMbu [7, 47].
Takoke MOTYT OBITh ITOJIE3HBIMU PAa3JIMYHbIE HOBBIE METO-
MUKW, TaKHUE KaK TejaeMenuiimua [19].

CHnacTUYHOCTD SIBJISIETCSI OCHOBHOM ITPOOJIEMOIA B Jie-
yeHuu geteit ¢ JILTT. OHa BbI3bIBaeT neopMalinio KocTei
U CYyCTaBOB, 00/1b U (PYHKIMOHAJIbHbIE HapylieHus [48].
151 yMEHBIIEHUSI CITACTUYHOCTU OOBIYHO MPUMEHSTIOTCS
npemnaparsl: 6akiodeH, 1ua3enaM, KIOHa3enaM 1 Th3a-
HuavH [49]. Takke mpU CIIaCTUYHOCTH UCIIOJIb3YIOTCS
(usnoTeparnus, TpyaoTepanus i THbEKIIMKY OOTYIMHIYE-
CKOI'0 TOKCHHA, KOTOphIE BIIEPBBIC IeIalOT B BO3pacTe
oT 18 1o 24 mMec; KpoMe TOro, BO3MOXKHBI BBHIIIOJTHEHHUE
CEeJICKTUBHOM NOPCAIbHOM PU30TOMUY U MHTPATEKAIbHOE
BBeneHue 6aknodena [10, 59]. CyiiecTByIOT XMpyprude-
CKHE METOIBI JICUESHMUSI, BKITIOYAIOIIUeE YIJIMHEHUE MSITKUX
TKaHEe, CyXOXIINIA, MHOTOYPOBHEBYIO XMUPYPIHYECKYIO KOp-
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PEKIINIO TOJICHOCTOITHOTO CYCTaBa U CTOIbI, 0JI0KaIy HEPBOB,
TepecagKy CyXOXWINI U CTabUIM3aIuio cycTaBoB [49]. Bos-
MOXHO TPUMEHEHUE OPTOMNEAUYCCKUX YCTPOMCTB IS
yIIy4dllIeHusT TOXonKu pedeHka [49], KkpoMe Toro, MpoBo-
JIATCS TMHAMWYECKOE HAOJIOACHUE ¢ 1Ie/IbI0 CKPMHUHTA
ciiyyaeB nedopMauuu TazobeapeHHOro cyctaBa [19]
C MPUMEHEHNEM IPY HEOOXOMUMOCTH PEKOHCTPYKTUBHBIX
MPOLENYP U ONEPATUBHBIX BMEIIATETbCTB.

B Tepanum HapylleHWI paBHOBECUS M IBUKEHUIA
y neteit ¢ LTI ucnonb3ytores pusnorepanusi, TpyaoTe-
parusi, Turepoapudeckass OKCUTeHOTepaIms, CECHCOpHast
WHTETpaLysl, UMMOoTeparnus, UTIOyKaJlbIBaHKe, JJeueOHast
(usKkynapTypa, BUpTyalbHasl PealbHOCTh, TIyOOKasl CTH-
MyJISILMs Mo3ra u ap. [33, 40, 47, 59].

YacTeIM CONMYTCTBYIOIIUM 3a0o0JIeBaHUEM Y HeTeil
¢ LTI asnstercs smumerncus [6]. CanTaercs, 9TO MPUIK-
HOIl HEOHATaJbHOM BMUJICIICUU SIBJISIOTCS Pa3IUYHBIC
reHeTudecKue Mytanuu. Hampumep, K rpymnie paHHUX
(MJageHUYeCKHUX) SMWJIENTUUECKUX dHLedanonatuit, 00-
YCJIOBJICHHBIX T€HETUYCCKUMM MPUIMHAMM, OTHOCUTCS
SHIIeaIoaTHsI pa3BUTHS U SIWIETITUYECKas 9HIeDao-
naTus 2-ro TUMa, BbI3BaHHasl MyTalusiMu B reHe CDKLS
(uMKIMH3aBUCUMas KMHa3a 5-ro tura (cyclin-dependent
kinase 5, CDKS5)); 3aboneBaHue uMeeT X-ClUEMICHHbII
JIOMWHAHTHBII TUIT HacJeaoBaHus [3].

IMon6op aHTUANMUIENTUYECKUX ITPerapaToB y Iallk-
eHToB ¢ anunencueit u LT onpenensieTcs snuientuyec-
KUM CHHIPOMOM, KOTHUTUBHBIMKM, MOTOPHBIMU TTPOSIB-
JIEHUSIMU U TOOOUYHBIMU 3¢ ¢eKTamMu Mpenapara [2].

B kauecTBe Tepanuu nepBoil IMHUM PacCMaTPUBAIOTCS
TpenapaThl BaJIbIIPOSBOI KMCIOTHI Y MaJIbYMKOB U JIAMO-
TPUIKUH Y NIEBOYEK, a B KAYECTBE BTOPOI JIMHUU — JICBE-
TUpaleTaM, 30HUCaMU, TiepaMnaHes, Tonupamar [1,53].
JleBeTupalieTaM 3aperucTpMpoOBaH B IoMTepanuu. [1o-
JIUTepanus MoOXeT ObITh 0oJiee 3(p(PeKTUBHA MO CpaBHE-
HUIO C MOHOTEPAITUEH, XOTs He BCeraa JOCTUTaeTCs TOJI-
HbIIA KOHTPOJIb HaJ MpucTynamu [54].

BoJBIIMHCTBO CPHIBOB PEMUCCHM ITPOMCXOIUT B TeUE-
HMe TIePBOTo Tof1a ITOCjIe OTMEHBI Tepari. CpbIB pEMUCCUN
acCOIIMMPOBaH C 0OJIbIIIEH BEPOSTHOCTHIO ITOCIIEMYIONIETO
pa3BUTHUS (papMaKOPE3UCTEHTHON SMUIICTICUH [2].

Taxke CI0XHYIO 3amady MpeacTaBiIseT Teparivsi aHTU-
SIWJISTITHYECKUMMU TIperapaTaMy Y JeBYIIEeK 1 KESHIIUH pe-
MPOAYKTUBHOTO Bo3pacTa. [Ipu peTpocrieKTUBHOM aHaJIn3e
JTAHHBIX ObLUTO BBISIBIICHO 18,8 % cilydaeB BOZHUKHOBEHMSI
BBIPaXKEHHBIX HEUPOSHIOKPUHHBIX, PENPOIYKTHUBHBIX 1 KOC-
METUYECKMX HapyIICHWI, 3HAUNTEIBHO CHIDKAIOIINX Kave-
CTBO XKM3HU XEHIIMH C SITWICTICHEH, TAKXKE OTMEUEHBI CITydan
HeOJIarorpusaTHOTO Kcxona bepeMeHHOCTH B 14,2 % ciydaes.
Haubosee BRICOKMIA TepaTOreHHBII PUCK BBISIBJICH Y ITpeTia-
paToB BaJIbIIPOEBOI KMCIOTHL. Hanbojiee GiraronpusTHbIE
PE3YJIBTaThl OTMEUESHBI ITPY IPUMEHEHMM HOBBIX aHTUAIH-
JIENTUYECKUX TIPEraparoB: OKCKapOa3eluHa, ToIpaMara,
JieBeTUpalueTama [4].
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V nauuenrtoB ¢ JAILIIT n3-3a HemocTarka TpohUKHU,
CHIDKEHUSI MacChl TeJla U IpMeMa HEKOTOPHIX JIEKapCTB
4acTo HaOJII0IaeTCsT OCTEONnopo3. MoryT ObITh PEKOMEH-
JIOBaHbI MpeIapaThl KaJIbLK, 100aBKM ¢ BUTAaMUHOM D
u oucdocdoHarsl [48], yrpaxkHeHUs ¢ HEOOJIbILION BECO-
BOI1 Harpy3Kkoii [34].

HapyimeHnue 3peHusT MOXKET ObITh 3HAYMMBIM ITOCTIE -
CTBUEM IMOBPEXIEHUS TOJIOBHOTO MO3ra, OCOOEHHO y He-
JIOHOIIIEHHBIX. BO3MOXHO pa3BUTHE PETUHOIIATUN, KOTO-
pasi TIposiBsieTCs Ne(UIIMTOM 3peHUS U OehHUIIUTOM
Bocrpusatus [15]. HekoTopbiMU acrieKTaMu, KOTOpbIe
MOTyT IToMoub aeTsaMm ¢ JA LT u HapylneHuem 3peHust, sB-
JITIOTCST CEMeHOE KOHCYJIBTUPOBAaHKE, BOBJICUCHUE CEMbH
B IIPOLIECC PeadMIMTALIK, PA3TMIHbIC COLIMATbHbBIC MEPhI
MOAACPXKKHM, CIIeIaTbHbIe KHUTH, MCITOJIb30BAHUE BCIIO-
MoTaTeJIbHbIX YCTPOHCTB U ap. [31].

Yacto mauueHtsl ¢ ALIT cTpagaloT oT TaKMX COCTOSI-
HMI1, KaK CUHAPOM AeUIINTa BHUMAHMS /TUTIEPAKTUBHO-
CTH, PacCTPOCTBA MOBEAEHMS, TPEBOra 1 JAEIPECCUsI.
B maHHOM cilyyae KOTHUTMBHO-ITOBEIEHYECCKAsT Teparvst
Y CKPUHUHT TICUXUYECKOTO 370POBbS TIOMOTAIOT BBISBIISITh
MpOoOJIEMBI C TIOBEICHUEM U CIIPABIISIThCS ¢ HUMU [48].

V neteit ¢ ALIT pacnpocTpaHeHbl HapyllIeHUs CHA,
YTO BJIMSET Ha Ka4eCTBO XU3HM IMallMEHTa U €TI0 CEMbH
[29]. Kpome Toro, HapylieHUs] CHa MOTYT MPUBOIUTH
K ToBeieHYecKuM u3meHeHussM. B 2021 1. 6b11 mpoBeaeH
cucTeMaTUYecKuii 0030p aj1s1 coopa MHGOpMALIMKU O Ha-
pymieHusix cHa y geteit ¢ JILIT B Bo3pacTe 10 2 JIeT, KOTO-
PDBIii TTOKAa3aJ1, YTO TTOJIMCOMHOTpadUs SIBIISIETCS XOPOIIUM
MetonoMm oueHku aeteit ¢ JALIT1. Tepanus BkiatoyaeT MyJib-
TUAMCLMIUTMHAPHBII ITOIX0 CO CTUMYJISIIIUEI CEHCOPHOIA
cucteMsl [57].

Hepenko BciaencTBue HEBPOJIOTUYECKUX HAPYIIIEHU I
y geteii ¢ ILIIT BcTpeuaeTcst HapyleHue raoTaHus. Ero
KOPPEKIIUS BKIIIOYAET YXOJI 3a TOJIOCThIO PTa, OCTOPOXKHYIO
TEXHUKY KOPMJICHUSI, MOAM(DUKALIMIO TTUILIEBBIX MPOIYK-
TOB U CTUMYJISILIMY MYCKYJIaTypbl MOJ0CTHU pTa. IToBbIIIeH-
HOE CJIIOHOTEYSHUE MOXKHO KOHTPOJMPOBATh C TIOMOIIBIO
PETYIMPOBAaHUS OCAHKM, 3aKPBITUS pTa, KOHTPOJIS SA3bIKa,
IOBEIEHYECKOM TepaIyu, BHYTPUPOTOBBIX IIPHCITOCOOIIE-
HUIi, Ha3HAYEHMST aHTUXOJIMHEPIrUMIeCKUX IPeIaparosB,
BO3MOXHO BBeIcHUE OOTYJIOTOKCHUHA TUIIA A B CJIIOHHBIC
Kenesbl [55].

PasnuyHble noaxoabl, UCNONb3yeMble NpU

neyeHuu uepe6paanoro napanauvya

®dusnoTepanusi MOMOraeT YJIY4YIIUTh CTPYKTYpY
1 (DYHKIIUIO MBIIIIL, a TAKKE AMaNa30H IBYDKCHUI cycTa-
BOB M YMEHBIIUTh KOHTPAKTYphl. [IprMeHsieTcs eueOHast
(uskynsTypa, pazsuBaoias Tepanus [33, 36, 47, 48, 59].
HnmnoTepanust cnocobcTByeT 001EMY YITYyUIIIEHUIO OCaH-
KU 32 CYET CTUMYJISILIMU peakliuii paBHOBECHUs. 3aHSATUS
o 30—45 MuH 2 pa3a B Hefleo B TeueHue 8—12 Hen oka-
3BIBAIOT ITOJIOXKMUTEIBHOE BIUSIHUE Ha KPYITHYIO MOTOPUKY
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y nereit ¢ JILITT [26]. [lrybokast CTUMYJISIIIVSI MO3Ta B CIIy-
yae auckuHetndeckoit popmul JLIT 1 sanekTpuueckas
cTuMyJistius ripu cnactudeckoM LT siBistroTcst MeTona-
MM YJIyJIlleHUs] MbllIedHol ciibl [59]. s pacTsokeHust
HanpsKeHHbBIX MBIILILL ¥ YBEJTMUEHYS JUana3oHa IBKeHUI
BO3MOXKHO HMCITOJIb30BaHME METOa STAITHOTO TUIICOBAHUS
MyTeM HaJIOXKEHMSI TUTICa Ha MOpaXKeHHYI0 KOHEYHOCTH [48].
DyHKIIMOHAIbHASI TPEHUPOBKA TMOXOAKW MW MPaKTUKa
XOObObI Ha OETOBOI TOPOXKKE C OTpaHUUEHHOM TTOAIEPXKKON
Beca TeJia IOMOTaeT CTOSITh ITPSIMO C YMEHbBIIIEHUEM Harpy3-
KU Ha CyCTaBbl HUDKHUX KOHEYHOCTel. MOryT ObITh BKITIO-
YeHbI TaKKE€ COBPEMEHHbBIE METO/IbI, KaK BUPTyaIbHas pe-
aTbHOCTh M OMoJIormyecKasi oopatHast ¢Bs3b [16, 35, 37].
buonornueckast odpaTHasi CBSI3b — 3TO pacIpoCTpaHEHHas
METOMKA, UCTIOJIb3yeMasi B peabuIUTaliK, KOTOPYIO MOX-
HO MPYUMEHSITh IS ITPEACTaBICHUS TIOObIX OMOJOTMYEeCKIX
napaMeTpoB U UX U3MeHeHn . I3MeHeHus: MOTyT ObITh 00-
Hapy>XeHbI pa3JIMYHbIMU CITOCOOaMM, TAKUMM KaK BU3YyaJlb-
HbI€, 3BYyKOBBIC M TAaKTUJIbHBIE peakuuu [37].

VY muorux nauueHTtoB ¢ JIIIT HaGatomatoTcs pac-
cTpoiicTBa peuu. Jloromeaus mpu TaKMX COCTOSIHUSIX 0=
MOTaeT CKOPPEKTUPOBAaTh HApYLIEHUS apTUKYJISILIUU,
a TakxKe YIyYIIUTh KOMMYHUKATUBHBIE HaBBIKU [55].

B pamkax HeiipopeaOuiMTaMi MOXET paccMaTpu-
BaThCsl OOyUYeHUE Urpe Ha MY3bIKaJbHBIX MHCTPYMEHTAaX
C 1IeJIbIO YYUYIIEHUS TIaCTUYECKUX UBMEHEHUI, pa3BU-
Balolux HaBbIKK y aeteit ¢ LT [8].

TexHonornyeckue pOCTUKEHUA B NeYEHUM

Luepe6bpanbHoro napaauya

PoGoTu3upoBaHHbIE YCTPOCTBA TPEICTABISIOT COO0M
HOBBIE TEXHOJIOTMH, OCHOBaHHBIC Ha KOMITBIOTEPU3HPO-
BaHHOI CUCTEME YITpaBJICHMSI, [IOMOTaOIIe B MOTOPHOM
00yYeHMU U peopraHU3alM KOPbI IS YIydlleHUs (hyHK-
LI BEpXHUX Y HUXKHUX KOHEYHOoCTeil. biiaromaps nepe-
JIOBBIM TEXHOJIOTMSIM 00y4YeHHE XOAb0e C ITOMOIIbIO PO-
0OTOB 3aMEHWJIO TPAAUIIMOHHYIO peaOMIUTAIIAIO XOAbOKI.
Br110 06HapyXeHO, YTO POOOTH3NPOBAHHBIE K30CKEIEThI
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HIDKHUX KOHEYHOCTEH YIyqIIaloT KaYeCTBO KU3HU IeTei
¢ JALTII. B nureparype onucaHo MpMMeHEHUE POOOTU3U -
poBaHHBIX cucTteM Lokomat, Innowalk u ap. Kpome Toro,
BO3MOXXHO MPUMEHEHME UCKYCCTBEHHOTO MHTEJUIEKTa IS
yJIydllieHUsT OOIICHMSI 1 KOMMYHUKALIMU CPEIU IeTeil
¢ LTI [17, 46], omHaKo MccaenoBaHNs (PYHKIIMOHATBHBIX
PE3YJIBTaTOB MCIIOJIb30BaHMS BUPTYaJIbHOM PEaIbHOCTH
HEMHOTOYHCIICHHHI [16].

IMpumepHo y 1/4 nereii ¢ AL mpucyTCTBYIOT ITpobJie-
MbI KOMMYHMKAITUU, B CBSI3U C YeM BO3MOXKHO ITPUMEHEHNE
JIOTIOJTHUTEIbHBIX U aJIbTePHATUBHBIX KOMMYHUKATUBHBIX
ycTpoiicTB. Hammpumep, ncnosib30BaHe MOOMIbHBIX TP -
JIOXKEHUI, KOTOPBIE MOTYT OBITh IOJIE3HBI IS TIepeaaur
uHdopmaluu, GopMUpOBaHUS aHAIM3a, MOHUTOPUHTA
U HarpaBJieHUi Tepanuu. OnucaHo 6osee 20 MOOMIBHBIX
nprtoxkeHuit st nereii ¢ JALIIT [60].

3aKknoyeHue

[ToBpexaeHne GopMUPYIOIIETOCS TOJTOBHOTO MO3Tra
JI0, BO BpeMs1 0epeMEHHOCTH U MOCJIE€ POXIEHUS BbI3bI-
BaeT y peOeHKa pa3BUTHE Pa3IMYHBIX CUMIITOMOB, KOTO-
pble B TaJlbHEUIIIEM MOTYT MPUBECTU K (DOPMUPOBAHUIO
JLIT. K ¢pakTopaM pucka B TOM YHCJI€ OTHOCUTCSI CO-
CTOSIHME 30POBbsl MaTepu A0 3ayatvsi. HoBbIi B3IJIs1 HA
stuosioruto JLIT obecrieunsio HegaBHee pa3BUTHE TeHE-
TUYECKUX MCCIIeTOBaHU M, TaK KaK OOHApYKEeHBI ClIyJau,
He UMEIOIIMe TTPeHaTAIbHbBIX, HATATbHBIX WY IIOCTHATAb-
HbIX 00bsicHeHul. Ha coBpeMeHHOM 3Tarie yCTaHOBJICHO,
yto pacripoctpaHeHHocTh JLIIT He umeeT TeHAeHLUU
K YBEJIMUEHUIO Oarofapsi pa3IMuHbIM NpoduakTuyec-
KMM, HEOHaTaJlbHBIM M TMOCJEPOIOBBIM CTPATETUSIM.
B HacrosIee BpeMsi JOCTyIHbBI TMAarHOCTUYECKUE UH-
CTPYMEHTBHI, ITO3BOJISIIONIEe OOHAPYXUTh ITpru3Haku JLITT
B Bo3pacte <5 Mec. [IprMeHeHne COBpeMEHHBIX JICUeOHO-
peadMJIMTAallMOHHBIX METOJIMK CITOCOOCTBYET 00JIee KOM-
opTHOI 1 HYHKIIMOHATBHOM XXKU3HEACATEIbHOCTU IeTel
C NTaHHOW MaToJIoTheil, a TaKXe IMOMOraeT YjeHaM UX
CEeMbHU.
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ABTODbI NPOBEAN MOUCK, aHANU3 U CUCTEMATU3ALMIO PE3Y/ILTATOB OTEYECTBEHHbIX U 3apyBeXHbIX UCCNef0BaAHNA UHAYLM-
POBAHHOIO CENEKTUBHLIMU MHITMBUTOPaMU 0OPATHOTO 3axBaTa CEPOTOHMHA YANMHEHUs UHTepeana QT 1 pucka passuTus
NapoKCcM3ManbHOW NUPY3ITHOM XenyaoukoBoit Taxukapauu Torsade de pointes (NONHOTEKCTOBbIE BEPCUM OPUTMHANBHBIX
cTateil, KNMHUYECKUX Cy4YaeB, CUCTEMHbIX 0630POB, METaaHaNN30B, KOKPENHOBCKME 0630pbl) HAa PYCCKOM M aHTMUIACKOM
A3bIKax, [OCTYMHbIX B HAyKoeMKux Gubnuorpacduyeckux 6asax aaHHeix (eLIBRARY, PubMed, Scopus, Springer, ClinicalKeys,
Oxford Press, Google Scholar, MedCredit, DrugBank, PharmGKB), ans 0o6HOBNEHNA 3HAHWIT NPAKTUKYIOWNX HEBPOIOFOB,
KapLuOoNoros, KNMHUYECKUX (hapMaKoNOoroB 1 Bpayeil 0bLyeit NpakTUKK (TepanesToB, NeAMATPOB) O BO3MOXHOCTU NPOrHO-
3MPOBAHUA U NPODUNAKTUKM KU3HEYTPOXKAIOLLMX KAPAUONOTMYECKUX HeXenaTeNbHbIX peakyuii. Hanbonee BbicOkuit puck
nokasaH Ans acuuTanonpama u uutanonpama. HecmoTps Ha TO YTO CepTpaivH paspelleH K NPUMEHEHWIO y fieTell Kak
B Poccuiickoit ®Pepepauuu, Tak 3a pybexom, MCCNeA0BAHUA CBUAETENLCTBYIOT O ero 3HaYMMOM BAMUAHUM Ha uHTepsan QT
B TEPaNeBTUYECKUX U TOKCUUYECKUX fo3ax. Hanbonbluyio 6e30MacHOCTb NPOJeMOHCTPUPOBaM (hyBOKCAMUH U (hAIYOKCETUH;
UCCNELOBaHMSA 3TUX NPENapaToB He NOKa3ann CTaTUCTUYECKM 3HAUNMOrO yBenuyeHus uHtepeana QT.

KnioueBble cnoBa: cenekTMBHbIE MHTMOUTOPLI 0OPATHOTO 3aXBaTa CEPOTOHNHA, HEXeNnaTesbHble TeKapCTBEHHbIE peaKLmy,
KapAMOTOKCUYHOCTb, CUHAPOM yAANHEHHOro uHTepsana QT, nupyaTHaA TaxuKapaus, Xenyao4KoBas Taxmkapaua, CHHAPOM
BHE3aMnHoOM CMepTy
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The authors searched, analyzed and systematized the results of domestic and foreign studies of selective serotonin
reuptake inhibitors-induced QT prolongation and the risk of Torsade de pointes (full-text versions of original articles,
clinical cases, systemic reviews, meta-analyses, Cochrane reviews) in Russian and English languages available
in bibliographic databases (eLIBRARY, PubMed, Scopus, Springer, ClinicalKeys, Oxford Press, Google Scholar, MedCredit,
DrugBank, PharmGKB) to update the knowledge of practicing neurologists, cardiologists, clinical pharmacologists and general
practitioners (physicians, pediatricians) about the possibility of predicting and preventing life-threatening cardiac adverse
reactions. From the obtained results it can be judged that escitalopram and citalopram have a potentially high risk.
Despite of the fact that sertraline is approved to use in children and adolescents both in the Russian Federation as well
as abroad, studies show it significantly affects the QT interval at therapeutic and toxic doses. The safety was demonstrated
by fluvoxamine and fluoxetine. Studies of these selective serotonin reuptake inhibitors didn’t show a statistically
significant increase of the QT interval.

Keywords: selective serotonin reuptake inhibitors, adverse drug reaction, cardiotoxicity, long QT interval syndrome,
torsade de pointes, ventricular tachycardia, sudden cardiac death
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BeepeHune

CeleKTMBHbIE UHTUOUTOPHI 00paTHOIO 3aXBaTa Cepo-
toHnHa (CMO3C) — 310 rpynma aHTUIEIPECCAHTOB
11 moxosnieHus, MpeaHa3HaYEHHBIX MPEXKe BCEro MJIs Jie-
YEHUST TPEBOXHBIX W IEIPECCUBHBIX PacCTpoiicTB [16].
CUO3C oTHOCATCS K OAHOI U3 HanboJiee MOMyJIsIpHbIX
¢apmMakoJIOTMYeCKUX TPYIN JEeKapCTBEHHBIX CPEICTB
(JIC), koTophle Ha3HAYAIOTCS TIPU LIIMPOKOM KPYre HEBpO-
JIOTMYECKMX 3a00JIeBAaHUI U IICUXUYECKUX PACCTPOICTB Y
B3pociiblX. OOHAKO B MOCJIEIHUE TOIbl OTMEYaeTCs TeH-
JIEHIIUS K pacIlMPeHMIO MOKa3aHUii K TPUMEHEHUIO TaHHOM
TPYIIbl aHTUACTIPECCAHTOB Yy AeTel 1 nmoapocTkoB [10, 12,
29]. IIpuem CUO3C yacto nponoyrkutebHbIN (3 1 60see
MECSILIEB), UTO COMPSDKEHO C PUCKOM Pa3BUTUS HeXesaTe b-
HbIx peakiuit (HP), cpenu kotopeix Kapauotokcrnyeckue HP
TpeOYyIOT MEXIUCLIMILTMHAPHOIO MOAX0/a C YYaCTUEM HEBPO-
Jiora, Kapauosora, KIMHUYecKoro ¢apmMakosora U Bpaya
o0l1Iel MpakTUKK (TeparieBTa, nieauarpa). K kapanoTokcu-
YECKMM PeaklMsIM OTHOCITCS OpaauKapausi, TaXuKapaus,
apTepuajbHas TUIEPTeH3UsI, apTepraibHasi TUIIOTEH3Ms],
opTocTaTUYeCKasi TUMIOTEH3Us, YIUIMHeHe uHTepBaia QT
u aputmust. Haubonee cepbesHoit u3 Hux spisietcss CUO3C-
WHIYLIMpPOBaHHOE yUTMHeHWe uHTepBaia QT B CBSA3M ¢ pU-
CKOM TpaHchOopMaIK B MOTEHIUATBHO XKU3HEYTPOXKAKOIIIYIO
MUPY3THYIO XKEJTyIOYKOBYIO TaXMKapauio (torsade de pointes,
TdP) [33].

Llenpio cucTreMaTyecKoro o63opa JIMTepaTyphl ObLIN
MOMCK, aHAJIU3 U CUCTeMaTu3alus pe3yJbTaTOB OTeUYeCT-
BEHHBIX U 3apyoekHbIX uccaenoBanuit CUO3C-unayLu-
poBaHHOTrO ymnHeHus uatepBaia QT u pucka pa3BUTUS
MapOKCU3MATBLHON IMTUPYITHOM XKeJTyTOYKOBOM TaXUKapIUU
IS OOHOBJIEHUSI 3HAHWI MTPAKTUKYIOIIMX TIETCKUX HEBPO-
JIOTOB O BO3MOXHOCTHU MPOTHO3UPOBaHUS U Mpoduak-
TUKM XU3HEeyrpoxaromux kapauonornyeckux HP.

[IpoBeaeH MOMCK MOJHOTEKCTOBBIX OTEUYEeCTBEHHBIX
U 3apyOexXHBIX MyOJuKauuil (TOJHOTEKCTOBbIE BEPCUM
OPMTHMHAJIBHBIX CTaTei, KITMHUYECKUX CIydaeB, CUCTEMa-
TUYECKMX 0030pOB, METaaHAJIM30B, KOKPEMHOBCKMX 00-
30pOB) Ha PYCCKOM U aHTJIMICKOM SI3BIKaX, HOCTYITHBIX
B HayKOeMKUuX Oubauorpaduyeckux 06azax JaHHBIX
(eLIBRARY, PubMed, Scopus, Springer, ClinicalKeys,
OxfordPress, Google Scholar, MedCredit, DrugBank,
PharmGKB), o ki11o4eBbIM ¢JI0BaM U MX KOMOMHALIMUSIM.
HccnemoBaHuye BHITOJIHEHO COIJIACHO TPEOOBAHUSAM K CH-
crematuueckomy 0630py PRISMA 2022 (puc. 1, Ta6a. 1).
Iny6una moucka cocrasuia 10 et (2013—2023 rr).

Pe3ynbTaTthl cUCTEMaTUYECKOrO 0630pa

B Poccuiickoit @enepaiinu 3aperuCTprpOBaHbI CICIYIO-
e CMO3C: mapokceTuH, cepTpaJvuH U (QIyBOKCAMUH,
¢yoKceTrH, LUTaIonpam, scuuTaaonpam (tadmi. 2, 3). 3a
pyoeskom criektp CUO3C mmpe 1 BKITIOYaeT TaKKe TaTTOKCe-
THH, KOTOPBIA HE TPUMEHSIETCS B KAYeCTBE aHTHICTIPECCAHTA.
Panee BbIITycKaMCh, HO ObLTY M3bSIThI MUHAAIIIH ¥ 3UMESTVIH
B CBSI3U C HU3KUM MpoduiieM 6e30macHOCTH (puc. 2).

B Poccuu i HazHavyeHUsI JETSM U ITOAPOCTKAM pa3-
peuieHsl cepTpaiuH 1 ryBokcamuH [1]. TTpu atom CUO3C
B JICTCKOM BO3pacTe MMEIOT MOKa3aHMs K MPUMEHEHUIO
JIMIIB IIPU 00CECCMBHO-KOMITYJILCUBHOM PacCTPOMCTBE.
Onnako, moMumo odunanbHbIx Tokazanuii, CUO3C no-
Kazajiu cBOI0 3((GEeKTUBHOCTD U MPU APYTUX 3a00IeBaHU-
SIX y JeTe ¥ MOAPOCTKOB, HAIIPUMEP ITpY (hYHKIIMOHAIb-
HOW aucnerncuu [29], mpu XpOHUYECKOM OO0JIEBOM
cunapoMe [12]. Tak, ¢pryokceTHH yke BKIIIOUEH B KaHa/ -
CKO€ PYKOBOJCTBO IO JIEYCHUIO XPOHUYECKOH O0JIN
y neteii [10].

YipaBiieHUEM 110 KOHTPOJTIO Ka4eCTBa IMUILIEBbIX ITPO-
nyKToB U JekapctBeHHbIX cpeacTs (U.S. Food and Drug
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My6nnkauum, naeHTMGUUMPOBAHHDIE Yepe3 nonck B 6a3ax AanHbix (eLIBRARY, PubMed,
Scopus, Springer, Clinical Keys, Oxford Press, Google Scholar, MedCredit) (n = 102) /
Publications identified through database searches (eLIBRARY, PubMed, Scopus, Springer,
(linical Keys, Oxford Press, Google Scholar, Med(Credit) (n = 102)

[JlononHuTenbHble ny6AnKawuy, uaeHTUGULMpoBaHHble
uepe3 Aipyrvie UCTouHMKN (n =4) /
Additional publications identified
through other sources (n =4)

WpenTudurauma /
Identification

v h 4

Ty6nukauum nocne yaanexus ayénukaros (n = 106) /

Publications after removing duplicates (n = 106)

CKpuHUHT /
Screening

v

VckniouerHble nybankaumm (n = 59) /
Excluded publications (n = 59)

v

My6nukauum, npowweaLumne ckpuHur (n = 47) /

Screened publications (n = 47)

v

WcknioueHHble nybnukauw (n = 21) /
Excluded publications (n = 21)

+

Mpuemnemoctb /
Eligibility

T0/HOTEKCTOBbIE CTaTbH, OLEHEHHbIE Ha MpUeMneMocTb (n = 26) /

Full-text articles assessed for eligibility (n = 26)

v

WckntoueHHble ny6avkaum (n =5) /
Excluded publications (n = 5)

!

WccnepoBaHus, BKIOUEHHbIE B KaueCTBEHHbIN cuHTe3 (n=21) /
Studies included in qualitative synthesis (n = 21)

BknioyeHHble /
Included

Puc. 1. baok-cxema PRISMA 2022 [28]
Fig. 1. Block diagram of PRISMA 2022 [ 28]

Taomuna 1. Kpumepuu exaiouenust u uckaoueHus: uccaedyemvix nyoIuKayul
Table 1. Inclusion and exclusion criteria for the studied publications

Criterion Inclusion criteria

TTonHOTEKCTOBBIE BEpPCUU: OPUTUHAJIbHBIC CTaTbU, KJIIN-
HMWYECKUE ClIydyanu, CUCTEMATUYCCKUEC 0630[)]:1, MC€TaaHa-

Tun nyoaukauum "
my = JIM3bI, KOKPEMHOBCKUE 0030PbI

I i Full text versions: original articles, case reports, systematic
reviews, meta-analyses, Cochrane reviews

JlocTyn K myOoJuKauuu JlocTym K MOJIHOM BEpCUu

Publication access Access to the full version

SI3BIK TyOIMKALIUKA AHTJIUICKUN, PYCCKUM

Publication language English, Russian

ba3bl TaHHBIX eLIBRARY, PubMed, Scopus, Springer, Clinical Keys,

Databases OxfordPress, Google Scholar

TocynapcTBeHHBIN peecTp JIeKapCTBEHHBIX CPEICTB,
U.S. Food and Drug Administration, DrugBank,
Plsrmeprie- pecypes PharmGKB, MedCredit
State Register of Medicines, U.S. Food and Drug Administration,
DrugBank, PharmGKB, MedCredit

[ryouHa momncka 2013—2023 rr. (10 1eT)
Search depth 2013—2023 (10 years)

Exclusion criteria

Tesuchl, KOHGEPEHLMH, TTOCTEPHI,
MccepTanun
Abstracts, conferences, posters, theses

OTCyTCTBHE TOCTYITA K ITOJTHOM BEPCUU
Lack of access to the full version

Jlpyrue MHOCTpaHHBIE SI3BIKU
Other foreign languages

Jpyrue 6a3bl JaHHBIX
Other databases

[ pyrue nHTepHET-PEeCypPChI
Other Internet resources

o nexabps 2023 .
Before December 2023

w
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1997
’1991
/1989_—1990
/1986
3umennaux, Onysokcamun/  Onyokcetud/  Liutanonpam/  Ceptpanuu/  [apokceTud/  Scuutanonpam /
WHAANMNH / Fluvoxamine Fluoxetine Citalopram Sertraline Paroxetine Escitalopram
Zimelidine,
indalpine

Puc. 2. Jlunamuka pecucmpayuu cenekmueHbiX UHUOUMOPO8 00PAMH020 3aX8ama cepomoHuHa 6 mupe (no [2] 6 moouguxayuu asmopos)

Fig. 2. Dynamics of registration of selective serotonin reuptake inhibitors in the world (according to [2] as modified by the authors)

Tabmaua 2. [lokazanus 045 HA3HAHEHUS CeNeKMUBHBIX UHSUOUMOPO8 00PAMHO20 3aX6aAMA CePOMOHUHA

Table 2. Indications for the use of selective serotonin reuptake inhibitors

U.S. Food and Drug Administration approved
indications [18]

Indications recorded by the State Register of Medicines of the
Russian Federation [1]

JHenpeccusi, OKP, manuyeckoe

g?ggfﬁim}[ paccrpoiictBo, I'TP, IITCP
Depression, OCD, panic disorder, GAD, PTSD
CeprpanvH BJIP, OKP, IITCP, IIMIP,
Sertraline TTAHUYECKOE PACCTPONCTBO
MDD, OCD, PTSD, PMDD, panic disorder
®DiryBoKCaMUH Hemnpeccust, OKP
Fluvoxamine Depression, OCD
DnyokceTnH Hemnpeccusi, OKP, 6ynmumust
Fluoxetine Depression, OCD, bulimia
IluTtanonpam Henpeccust
Citalopram Depression
S Jlenpeccust, TaHUIECKHE PACCTPOIICTBA,

OKP, I'TP

el ity Depression, panic disorders, OCD, GAD

Henpeccust, OKP, mannuyeckoe paccrpoiictBo, I'TP, [ITCP
Depression, OCD, panic disorder, GAD, PTSD

Henpeccust
Depression

Henpeccust, OKP
Depression, OCD

Hemnpeccusi, OKP, bymumMudeckuii HeBpo3
Depression, OCD, bulimic neurosis

Henpeccus, oumnoysipHoe apHEeKTUBHOE PacCTPOMCTBO,
I'TP, comaTtn3aupoBaHHOE PacCTPOUCTBO, IICUXOCOMATUUECKIE
3a00JIeBaHUsI, aHOPEKCUSI, OyTUMUS
Depression, bipolar affective disorder, GAD, somatization disorder,
psychosomatic diseases, anorexia, bulimia

Jlempeccusi, MaHUYECKKE PACCTPOKCTBA
Depression, panic disorders

IIpumenanue. B[P — 6oavuioe denpeccusroe paccmpoiicmeo; I'TP — cenepanuzosanroe mpesoscroe paccmpoiicmgo; OKP — obcec-
cusHo-Komnyawvcugroe paccmpoiicmeo; [IMJIP — npedmencmpyanvroe ducgopuueckoe paccmpoiicmeo; [ITCP — nocmmpasmamuye-

CKoe cmpeccogoe paccmpoicmeo.

Note. MDD — major depressive disorder; GAD — generalized anxiety disorder; OCD — obsessive-compulsive disorder; PMDD — premenstrual dysphoric

disorder; PTSD — post-traumatic stress disorder.

Administration, FDA) pa3peliieHbl 1151 Ha3HauY€HUs B ACT-
CKOM Bo3pacTe (hiyBoKcaMuH (C 8 J1eT), cepTpaiiH (c 6 J1eT),
duryokceTrH (c 8 1eT) v scumTanonpam (¢ 12 ner). OayBok-
CaMUH, CepTpaiiH 1 (pIIyOKCETUH Ha3HAYAKOTCS ITPU 00cec-
CUBHO-KOMIYJBbCUBHOM PacCTPOMCTBE, (BIyoKCEeTHH
M 3CLUTAJIONpPaM — IIPpU AeMpeccuu JeTCKOro Bo3pacta [18].
OnHaKo MapoKCETHH M IIUTaIoNpaM OULIMATIEHO IPOTH-

BOITOKA3aHbI JJIs1 Ha3HaYeHus JeTsaM Kak B Poccuu [1],
Tak 1 3a pyoexom [18], XOTs B psifie KIMHUYECKUX CIIy-
yaeB HazHaualorcs off-label (Hampumep, Mo pelIeHUIO
BpauyeOHoI Komuccun) [20].

Mexanusm nerictBust CMO3C 3akitoyaercs B MUHTU -
OMpPOBAaHMU IIPECUHANITUYECKOTO 00paTHOIo 3axBaTa
HelipoMeauaTopa CEpOTOHMHA, YTO MPUBOIUT K MOBBI-
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Taomuana 3. Cymounbie 003bi ceneKmueHbIX UHSUOUMOPO8 00PAMHO20 3aX8AMA CEPOMOHUHA, COLAACHO OPUUUANLHBIM UHCMPYKUUIM, YINBEPIHCOCHHbIM
Tocydapcmeennvim peecmpom aexapcmeentvix cpedcme Poccuiickoi @edepayuu [ 1]
Table 3. Daily doses of selective serotonin reuptake inhibitors, according to official instructions approved by the State Register of Medicines of the Russian

Federation [ 1]

Children

Initial dose

Maintenance dose

iz i) Maintenance Maximum daily Initial dose (mg/day) Maximum daily

g/day dose (mg/day) dose (mg/day) (mg/day) g/day dose (mg/day)
Mapoxcerun X X X 10%* 20-40%* 50—60%*
Paroxetine

25 (6—12 ner),
Ceprpanux 50 (13—17 net) . . _
Sertraline 25 (6—12 years old), 50-200% 200~ 25-50%* 50-200** A=
50 (13—17 years old)

Paypokcamii 25 50* 100* 50—100%* 100%* 300%
Fluvoxamine
PyokceriH X X X 20+ 20%* 60%*
Fluoxetine
Luranonpam X X X 10%* 10%* 20-40%
Citalopram
OO LL X X X 5w 10%* 20+
Escitalopram

*Bospacm He ykasamn.
** 18 nem u cmapue.
*Age not specified.

**[8 years and older.

LIeHUIO YpoBHS S-ruapokcurpunramuHa (5-HT) B pas-
JIMYHBIX 00JIACTSAX TOJIOBHOTO MO3Ta, OTHOCSIIUXCS K Ce-
poToHMHeprudyeckoi cucreme [16] (puc. 3). OnHaxko npu
nnutenbHoM TipueMe CMO3C (3 mec u 6oJiee) moBbIla-
eTcs puck pa3putus HP, Bkiiovast yBeqmyeHue Macchl
Tena [36], XKenyoro4yHO-KUIIEeYHbIe paccTpoiicTBa [11],
cepoTOHMHOBHIN cuHIpoM [34]. Kpome Toro, CUO3C
00J1a1alI0T HEKOTOPHIMU aHTUXOJUHEPIMYECKUMM, ajpe-
HOJIMTUYECKMMU U KapAUOTPOITHBIMU 3 dekTamu [13].
CoracHO oULIMATBHBIM MTHCTPYKIIMSIM, 3apETMCTPUPO-
BaHHBIM [oCymapCTBEHHBIM PEeCTPOM JIEKAPCTBEHHBIX
cpenctB Poccuiickoit @enepannnu [1], CMO3C moryr
BBI3BATh Clieayolre Kapauorokcudeckue HP: 6panukap-
JIAI0, TAXUKAPAMIO, apTepUaIbHYIO0 TUIIEPTEH3UIO, apTe-
PUATbHYIO TUTIOTEH3MIO, OPTOCTATUYECKYIO TMIIOTEH3UIO,
yoauHeHue uHtepBana QT u apurmuio. [loTeHIManbHO
¢aranbHbIM MoXeT 0bITh CMO3C-uHaynupoBaHHOE Y-
JMHeHue nHTepBana QT, YTo MPUBOAUT K ITOBBIILIECHHOMY
pucky pazsutus TdP.

HurepBan QT — 310 BpeMsi OT Hauaja AenoJisipu3aliiu
JKEJTyI0YKOB JI0 €€ OKOHYaHMsI. OCHOBHBIC (DM3UOJIOTYE-

CKHeE TIPOLIECCHI SBJISIOTCS PEe3yJbTaTOM MOHHBIX TOKOB
HaTpusl, KaJus U KaJbLUs yepe3 creluduieckre perer-
TOPBI, PACITOJIOXKEHHBIE B KJIETOYHOM MEMOpPaHE U SHIO-
IU1a3MaTUYECKO ceTH KaparuoMUoLMTOB. [ToTeHIInan3a-
BUCUMBIC HAaTpHMEBbIE MOHHBIE KaHaJlbl B OCHOBHOM
OTBETCTBEHHHI 3a JICTIOJISIPU3AIIMIO, OMHAKO MO3MHUI Ha-
TPUEBBIA TOK CIIOCOOCTBYET PENOJISIpU3ALIMM MEMOpPaHbI
KapauoMuonuToB. KanplivieBble MOHHbIC KaHAJIBI UTPAIOT
BaXXHYIO POJIb B MOIepXKaHUHU ha3bl IUIATO TOTEHIMAIa
neiictBus (I1/1), a KanueBble MIOHHbBIE KaHAJIBI — B pero-
JIIpU3aliu MeMOpaHbl KapauoMuouuToB. HapyieHus
3TUX IMOTCHIMAI3aBUCUMBIX MOHHBIX KAHAJIOB MOTYT OKa-
3bIBaTh 3HAYMTEIbHOE BIMSHUE HAa TIOTEHIMAT ACHCTBUS
KapauoMuouuToB. BeizBanHoe npueMom JIC HapyiieHue
(bYyHKIIMOHAIBHOM aKTUBHOCTU MOTCHIIMAI3aBUCUMBIX
KaJIMEeBbIX KaHAJOB MOXET MPOAJIeBaTh PEIOJIIPU3ALINIO
MeMOpaHbI KapAXMOMHUOLIUTOB, YTO IPUBOIUT K YITTUMHEHUIO
uHtepsana QT [33].

Tlon JIC-uHayLMpoBaHHBIM CUHAPOMOM YIJIMHEHHOTO
unTepBana QT moapasymeBaroT (heHOMeH, MpY KOTOPOM BBE-
nenue JIC (B yactHocti CMO3C) BBI3BIBAET MPOJIOHTALIUIO

W
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@ (epoTOHYH B Be3uKynax
CepOTOHUHEPrUYecKyX HelipoHoB /
Serotonin in vesicles of serotonergic
neurons

@ Biceoboxaente
HeilpoTpaHcmuTTepa /

Release of neurotransmitter CUO3C uHrw6upyer oBparhbii

3axBat 5-HT, npoucxogut
HaKoNNeHue CepoToHNHa /
SSRIinhibit the reuptake of 5-HT,
resulting in accumulation of
sgroton/'n

® L]
@ (epoTOHUH CBA3bIBAETCA
¢5-HT-peuentopamu /
Serotonin binds to 5-HT
receptors

MoctcunanTuyeckan membpana / Postsynaptic membrane

Puc. 3. Mexanusm deiicmeust ceneKmuHbIX uHeubumopos oopamuoeo 3axeama cepomornuna (CHO3C)

Fig. 3. Mechanism of action of selective serotonin reuptake inhibitors (SSRI)

CEepIEYHOIN PEIoJIsIpPU3aLMY U TIPUBOIUT K TOBBIIIIEHHOMY
pucky pazsutust TdP. KimmHuueckyie cMMIToMbl 3Toi Kapauo-
Tokcuyeckoii HP BKII0YaloT TaxuKapauio, CHHKONAIbHbIE
COCTOSTHUS M1 aHOKCUYECKHE CYIOPOTH, BTOPMIHBIE IT0 OTHO-
LIEHUIO K 3KeTyI0YKOBOI apuT™MuUH [6]. OmMHAKO ITPOIOJIKM-
TeJIbHOCTh MHTepBaia QT 3aBMCUT OT YaCTOTHI CEpACYHBIX
cokpaueHuii (YCC). CHmxenue YCC nprBoaUT K yaJIiHe-
Huto uHtepBana QT, u Hao6opot [41]. B cBsA3u ¢ atuMm
JUTS KOPPEKTHOM MHTEPITPETALIMN CITy9aeB CHYDKEHUS TIPO-

JIOJDKUTETBHOCTH MHTepBaia QT MpUMEHSTIOTCS pa3TnIHbIe
¢opMybl pacueta KoppuruposaHHoro nHtepsaia QT — QTc
(puc. 4) [33], Biitouas ¢popmyy bazerra (Mcroib30BaHue
atoii (hopmyiel orpaBaaHo 1pu YCC ot 60 no 100 yin/MuH
[41]), dopmyry Dpeneprka (MCIIONTB30BaHE 3TOM (POPMYJIBI
onpasnaHo mpu YCC <60 u >100 yn/MuH), dopmyns Opa-
MUHIreMa 1 Xokeca (MCIoJIb30BaHUe 3THX (POPMYIT OITpaB-
JaHo 1pu pacuyete QTc y malmeHToB ¢ (puOpUsUIILIUEi Ipe-
cepamii) [6].

| | i
! |'1| | I \ I )'g M M\ \ f\ . j\ A ﬂl
i) SENEEL GEERENG sEREEE S g '“'U | w \f J e
| \‘ |
i Y
Oopmyna Opegepuka / Oopmyna Opamutrema /
Fridericia formula Framingham formula
Qle=QT/(RR)" QTc=QT +0,154 % (1-RR)
/=F
(DoPMynafBasem / \ ' A Oopmyna )f(om«eca /
Bazett formula Ny Hodges formula
QTc=QT/(RR)"2 A \1 QTc=QT + 1,75 % (HR - 60)

Puc. 4. Dopmynvt pacuema xoppueuposannozo unmepganra QT [33]

Fig. 4. Formulas for calculating the corrected QT interval [33]
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Tabmuna 4. Mexanusmer pazeumus yoaunenus unmepeana QT u nupysmHoii sceny0ouko60il maxukapouu npu NPUMeHeHUU ceneKmueHbIX UHeUOUMOopo8

06pam1-t020 3axeama cepomoHuHa

Table 4. Mechanisms of development of QT interval prolongation and torsade de pointes with the use of selective serotonin reuptake inhibitors

Mechanism of action

References

W HrubupoBaHue NoTeHIMaa3aBucuMbix KaHanos (Nat, Ca2t u K*), Bkiiouyast KaHaIbl

Sce‘itprﬁfgm Kv1.5 (uin hERG) [41]
Inhibition of voltage-gated channels (Na*, Ca2* u K"), including Kv1.5 (or hERG ) channels
dnyBokcaMuH HNurubupoBanue kaneBbix KaHatoB hERG [43]
Fluvoxamine hERG potassium channel inhibition
W3buparenbHas 6o0kana KaiueBblXx MOHHBIX TOKOB [Kv1,5 (wiu ThERG) 3a cuer 2
DryoKceTHH MeXaHU3MOB: 1) mpsiMas 6JI0KaIa KaHaJIoB; 2) OIMOCPEIOBaHHOE HapyIIIEeHNE TPAaHCIIOpTa
Fluoxetine 6eanB yepes KaHamibl _ 4 [13]
Selective blockade of potassium ion currents IKv1.5 (or TInNERG) due to two mechanisms: 1) direct
blockade of channels; 2) indirect disruption of protein transport through channels
MHrmbrpoBaHne MOTCHIMAI3aBUCUMBIX KaJMeBBIX MOHHBIX KaHamoB Kvl,5 (mm hERG),
[MapokceTnn 0Js10Kama KanreBoro noHHoro Toka [Kvl,5 (mmu TIhERG) [27]
Paroxetine Inhibition of voltage-gated potassium ion channels Kv1.5 (or hERG), blockade of potassium ion
current IKv1.5 (or InERG)
IluTtanompam Mz6upatenpHast 6J0Kaga KaaueBblx MOHHBIX TOKOB IKv1,5 (mmmu IhERG) 3a cuet 2
Citalopram MeXaHU3MOB: 1) mpsiMas 6JI0Kaa KaHaJIo0B; 2) ONMOCpeI0oBaHHOE HapyllleHNe TpaHCIopTa
OEJIKOB Uepe3 KaHajIbl [13, 14]
Selective blockade of potassium ion currents IKv1.5 (or INERG) due to two mechanisms: 1) direct
Bcuuraaonpam

Escitalopram

blockade of channels; 2) indirect disruption of protein transport through channels

K coxanenuto, noka mexanuambl CUO3C-unayuu-
pPOBaHHOIO CUHIpoMa yainHeHHoro QT HemocTaTouHO
MU3y4eHbl. Pe3ynbTaThl paHee MpOBeAeHHBIX MaTOhU31O0-
JIOTMYECKMX MCCJICIOBAHUM CUCTeMaTU3MPOBAaHbBl HAMU
B Ta0JI. 4 U CBUIETEILCTBYIOT O TOM, YTO BEAYIIIMMU MeXa-
HM3MaMH paccMaTpuBaeMoii Kaparotokcuyeckoit HP sB-
JITIOTCSI MHTMOMPOBAaHUE TIOTCHIINAI3aBUCUMBIX KaJTUECBBIX
kaHajnoB MeajieHHoro Toka (hERG, unu Kvl,5 no HoBoit
HOMEHKJIaType) M 0Ji0oKaja KaJlMeBOIo MOHHOTO TOKa
(IhERG, wnu IKv1,5) yepe3 MeMOpaHy KapaA{OMUOLIMTOB.
O0pariaer Ha ceb6s1 BHUMaHUE TO, YTO BCE 3aPETUCTPUPO-
BaHHbIE 1 pa3pellieHHbIE K TPMMEHEHUIO B PeaIbHOM KU -
Huueckoit npaktuke CO3C uMeroT BbllIeONUCAaHHbIN
MeXaHU3M JIEHCTBUS, IIPY 3TOM HauOOJIbIINI PUCK Pa3BU-
TUA yutiHeHus nHTepBaia QT 1 TopcamtoreHHOCTU UMEIOT
LIMTAJIONPaM U 3CLUTAJIONpaM, N30UPATEIbHO OJIOKUPY-
olme KajaueBble MoHHBIEe ToKU 1Kv1,5, yTo Hanuio oro-
opaxkeHue B pekoMeHaauusix FDA 06 ocTopoxXHOCTH Uc-
MOJIb30BaHMsI WJIM OTKa3e OT Mcrojb3oBaHus atux CO3C
y TIAaLIMEHTOB I'PYIIIBI pUcKa (HalpuMep, IPY OTATOIIEH-
HOM CeMEHOM aHaMHe3e 10 CMHAPOMY YIUIMHEHHOIO
uHTepBaia QT wim cirydasiM BHE3aITHOM CepaevHO cMep-
TU W/WJIU TIPU OTSTOIIEHHOM (DapMaKOJIOTMYECKOM aHaM-
Hese) [13, 14, 27, 41, 43].

ITpu ouenke pucka pa3putuss CUO3C-uHayurpoBaH-
HoOro yminHeHus uHTepBajia QT y neTeil M moapoCTKOB
BaXKHO ITOMHMTh O TOM, YTO CUHIPOM YUIMHEHHOTO MH-
TepBajia QT MoXeT ObITh HE TOJBKO MPUOOPETEHHBIM,
HO ¥ BpPOXXIEHHBIM (MOHOTeHHBIEe (popMbI). JInmiby 15 %
TMAlUEHTOB C KIIMHUYECKOM 1 3JIEKTpOKaparorpahruiecKoi
KapTUHOW CUHIpOMa yiajimHeHHOro nHTepBaia QT He ume-
eTcs MICHTU(PUIIMPOBAHHBIX TEHETUYECKUX BapUallyii
MPU BBIMIOJIHEHUY TAPTeTHOTO ceKBeHUpoBaHus [42]. Mo-
HoreHHbIe (popMbI cuHApoMa yajarnHeHHoro QT obycioB-
JIEHBI KapAMaJIbHOM MOHHOM KaHaJIoNaThei, KoTopasi IIpy-
BOJIUT K 3aepKKe PeNoJIsIprU3aliiy ITOTEHIIMAaJIa IeHCTBUS
kapauoMuouuToB [40]. OnucaHo 17 pa3nauUHBIX JTOKYCOB
I€HOB, OTBETCTBEHHBIX 32 MOHOTEHHbIE (POPMBI CUHIAPOMA
yonuHeHHoro uHtepsana QT [5, 25, 31, 38] (taba. 5).

OO0paiiaeT Ha ce0s1 BHUMaHUE TOT (PakKT, YTO B OOJIb-
IIMHCTBO UCCJIEIOBaHMI BKIIIOYAICH IIPEUMYIIIECTBEHHO
B3pOCJIbIC TTAIIMEHTHL. DTO CBA3aHO C TEM, UTO Ha3HAYCHUE
CHO3C B geTcKol IMpakTUKe OrpaHUYeHO €AMHCTBEHHBIM
IOKa3aHUeM «00CeCCUBHO-KOMITYIbCMBHOE PACCTPOMCT-
BO» U TpeOyeT MpOBeACHUS BpauyeOHOM KOMMCCUM IS
Ha3zHaueHus JIC off-label mo npyrum nokaszaHusM.

Ceprpamn. Bcero 3a aHamM31pyeMblii ITepyo HAaMU Hali-
JIeHo 9 rccrieoBaHUi BIMSHYS cepTpaiiHa Ha uHTepBai QT.
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Tabmaua 5. lenemuueckas xapakmepucmuka MOHOEHHbIX popm cUHOpoma yonurerHoeo unmepeana QT [22—25]
Table 5. Genetic characteristics of monogenic forms of long QT syndrome [22—25]

Gene (OMIM number) Protein Phenotype

Inheritance

Chromosome
type

gene location

(OMIM number)
Mutation frequency among
drug-induced long QT
syndrome cases, %

IMoxceMeiicTBO MOTEHLIMA3A- AP JLNSI (220400)
BUCHMBIX KaJIMEBbIX KAHAIOB 1p15.5— AR
KCNQ1 (607542) QIl-tuma p 15 4 40-55
Potassium voltage-gated channel pLo. ALl LQTI (192500)
subfamily Q number 1 AD
TToTeHIIMaN3aBUCUMBII KaTre-
i H2-tuna
KCNH2/ PRI KaHAT . All
HERG (152427) Potentlill;;igﬁzlngzntt yrl))(;tassmm 7q36.1 AD LQT?2 (613688) 30—45
CBsI3aHHBIN C acITaparuHOM TJIH-
Ko3winpoBaHHbIM 10 romosnor B AJl
ALG10B (603313) Asparagine-associated glycosylation 12922 AD LQT2 (613688) <1
of 10 homologue B
Anbha-cyobeIMHIIIA TTOTEH-
1IMa13aBUCUMOT0 HAaTPUEBOTO ALl
SCN5A (600163) KaHasa V-Tura 3p22 AD LQT3 (603830) <1
Alpha subunit of voltage-gated type 5
sodium channel
ANK2 (106410) ARKPHHUE 2 4q25—q26 M 1QT4 (600919) <1
LQTS5 (613695) <1
TloTeHIIMaN3aBUCUMBIIA
KCNE1l/ KanueBblit KaHan E1-tuma 2202212 AP
MIRPI (176261) Potential-dependent potassium qee. AR JLNS2 (612347) <1
channel EI type
TToTeHIMaN3aBUCUMBII KaTe-
BbI KaHan E2-tuna ALl
KCNE?2 (603796) Potential-dependent potassium 21g22.11 AD LQT6 (613693) <1
channel E2 type
IToTeHIMaI3aBUCUMBII Kajue- ATS umu LQT7
BBIN KaHau J2-Tuma AJl (170390)
KCNJ2(600681) Voltage-gated potassium channel 17q24 AD ATS or LQT7 <l
J2 type (170390)
Anbda 1C cydbeauHuIIA TOTEH- BS wn LQTS
1IMAJI3aBUCUMOTO KaJIblIMEBOTO (618447)
CACNAIC (114205) KaHasia 12p13.33 — BS or LOTS <1
Potential-dependent calcium ( 6?8 447)
channel alpha 1C subunit
CAV3 (601253) Kapeomit 3 3p25.3 M LQTo 611818) <1
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Protein

Chromosome
gene location

Bera 4 cyoObenmHMIIa TOTEH-
1IMaI3aBUCUMOTO HATPUEBOTO
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Okoxuanue maobn. 5
End of table 5

Phenotype

Inheritance (OMIM number)

type Mutation frequency among

drug-induced long QT
syndrome cases, %

SCN4B (608256) Kanana 1123.3 M LQTI0(611819) <1
Voltage-dependent sodium channel
beta 4 subunit
SKOpHBIN MPOTENH A-KIUHA3bI
AKAPY/ All
9-ro TUMna 7q21.2 LQTI11 (611820) <1
KCNQ1 (604001) Anchor protein A-kinase 9 type AD
CuHtpoduH anbda 1 ALl
SNTAI (601017) Syntrophin alpha 1 20q11.21 AD LQTI12 (612955) <1
TloTeHIIMAaN3aBUCUMBbIIA KaJTre-
KCNJ5 (600734) P ot > - 11q24.3 ‘:ID[ LQT13 (613485) <1
channel J5 type
KanemomynuH 1 AJl
CALM1 (114180) Calmodulin 1 14q32.11 AD LQT14 (616247) <1
Kansmomynun 2 Al
CALM?2 (114182) Calmodulin 2 2p21 AD LQT15 (616249) <1
Kansmonmynun 3 AJl
CALM3 (114183) Calmodulin 3 19q13.32 AD LQT16 (618782) <1

Ilpumenanue. A/l — aymocomuo-domunanmmoiii; AP — aymocomno-peyeccugHuiii.

Note. AD — autosomal dominant; AR — autosomal recessive.

W3 Hux 4 uccnenoanust [19, 22, 24, 39] He noaTBepaUIU
CTATUCTUYECKU 3HAYMMOTO YBETMIEHMSI IIPOIOJDKUTETBHOCTH
nnHTepBana QT B muHaMuKe 10 ¥ Ha (poHe mprieMa cepTpaii-
Ha. OmHaKo obpaliaeT Ha ce0s1 BHMMaHVe HEOTHOPOIHOCTh
JIM3aiiHa 3TUX UCCIIENOBAaHUIA: CYyTOYHAsI 103a BaphbMpOBaJia
ot 50 [22] mo 200 mr/cyT [19, 24, 39]; WMTETBHOCTL HAOTIO-
JICHUST 3a MaldeHTaMM YKa3aHa JIMIIb B 2 MCCIECIOBAHUSX
u coctaBuiia 16 Hex [19] u 5 ner [22]. s pacyera QTc npu-
MeHsTach popmyia ®peneprika [22], B OCTATBHBIX 8 UCCTie-
JIOBaHMSIX MCIOJIb3yeMast hopMyJia He yKa3aHa. Hanmpotus,
Swuccnenosanuii [8, 9, 17, 21, 25] npoaeMOHCTpYPOBAIU KITH-
HUYECKU 3HAYMMOE CePTPaIMH-UHIYLIMPOBAaHHOE YIUTMHEHYE
nHTepBaja QT oT morpaHWYHBIX 3HaYeHMit (412 *+ 22 mc)
MpY MpUeMe cepTpaiiHa B TeparneBTHYecKUX 103ax (ot 50 1o
200 mr/cyt) [9, 17, 21, 25] 10 3HAYMTEIBLHOTO YITMHEHUS
nHtepsana QTc npu ucnoss3oBanuu gaHHoro CMO3C B Mak-
CUMaJIBHBIX CYTOYHBIX M TOKCUYECKMX 103ax (1o 400 Mr/cyT)
[8]. DT HccnenoBaHUs TaKXKe XapaKTepHU30BAIMCh HEO I~
HOPOIHOCTBIO TU3aiiHa, KPUTEPUEB BKIIIOYCHUS M UCKITIO-

yeHust, 00beMOoB BbIOOpOK (o1 378 [25] mo 1834 [21] nma-
LIMEHTOB) M [UTUTEIbHOCTU HAOIIONECHMS 3a MallueHTaMK1
(ot 14 gueii [8] mo 3 neT [25]). Hu B omHOM 13 MccienoBa-
HMI1 cepTpaIMH-WHAYLIMPOBAHHOTO YIJIMHEHMSI MHTEpBa-
na QT He mpoBoOAMJICS TeHETUYECKMI CKPUHUHT IS
HCKITIOYEHUST MOHOTEHHBIX (hOpM CUHIpOMA YIJIMTHEHHOTO
uHtepBana QT.

®yBoKcaMuH. 32 aHAJIM3UPYEMBIii TIepUOI HAMM Hai-
JICHO 5 MCCIeI0BaHUIM BIMSTHUS (hIyBOKCAaMMHA Ha MHTEP-
Bas1 QT. B 1 uccnenoBanuu as pacueta QTc ucrnoss3oBa-
1 hopmyity @penepuika [22]. B 4 nmyonukanusix [9, 19, 24,
39] metomosnorus pacuera QTc aBTopamMu He yKa3aHa.
B pesynbrate 4 uccienoBaHys TPOAEMOHCTPUPOBAIIN, UTO
(bryBOKCAMUH CTaTUCTUYECKY 3HAYMMO HE YIUIMHSIET MH-
tepBai QTc [19, 22, 24, 39]. B aTux ucciaenoBaHUSIX yJya-
CTBOBAJIM MALMEHTHI, NMPUHUMAalIOIIMEe (PIyBOKCaMUH
B cpemHUX noaaepxkuBatomux no3ax (100 mr/cyr). K co-
JKaJICHMIO, aBTOPHI HE YKa3alu JIUTEIbHOCTh nprema JIC
K MOMEHTY PErMCTPaLIK ITOBTOPHOI 3JIEKTPOKAPIUOTPAMMBI,
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a metop pacyera QTc ykazaH miib B 1 uccnegoBanuu [22].
Taxke 1 ucciegoBanue mokasaio ykopoueHue QTc [9],
HO o0Opaliaer Ha ceOsl BHUMaHWE HU3Kasl TOCTOBEPHOCTh
HCCIIeI0BaHMUS BBUAY HEOOJIBILOM BEIOOPKH (Bcero 27 yyacT-
HUKOB).

®iuyokceruH. Beero 3a aHamu3upyeMblii Ieproa HaMu
HaiineHo 7 ucclieoBaHW BAUSHUS (DIIyOKCETUHA HAa UH-
tepBan QT: 5 u3 7 uccnenoBaHuii pIyokceTMHA HE TTOATBEP-
i yommaenue QTce [9, 19, 22, 24, 39]. O6paiiiaer Ha
ce0s1 BHUMaHUeE TO, YTO BCE S MccenoOBaHUI ObLIM HEOMI-
HOPOJHBI 10 JU3aiiHy: HabaroneHue IIuioch oT 3 Mec [19]
1o 5 et [22]; 3HaUUTEJbHO pa3iuyalicss 00beM BEIOOPOK
(39 [22], 54 [19], 105 [9], 186 [24], 397 [39] yuacTHUKOB);
B HEKOTOPBIX UCCIICIOBAHMSIX JOITYCKAJIOCh TIOBBIILIEHUE CY-
TOYHOM 103bI (hIIYOKCETHHA 10 ToKkcudeckoit (80 mr/cyt) [29].
B 2 uccnemoBanusix ¢payokceTrHa 3aUKCUPOBAHO MOTpa-
HUYHOE yIIMHeHue nHTepBaia QTc npu nmpueMe giyokce-
THHA B TepaneBTUYecKuX go3ax [21] 1o 413 + 22 mc (00beM
BbIOOpKM 8537 4enoBeK); Mpu MpreMe pa3oBbIX TOKCHYE-
ckux 103 [32] 3apukcupoBaHo yBenndeHue AQTc B cpen-
HeM Ha +12,2 mc (o1 +2,6 no +21,8 Mc). TakuM obpasom,
(hyryoKCceTHH MOXET OKa3bIBaTh 10303aBUCHUMBIIA KapaHO-
TOKCHYECKMI 3 (EKT, YTO BaXKHO YIUTHIBATh IPU €TO
Ha3HAYEHUM B BHICOKMX JI03aX, a TAKXKe MPH Ha3HAYCHUM
MmamnueHTaM ¢ (hapMaKOTeHETUISCKUM TIPOdUIeM «Me-
JIEHHBIN MeTabonauzatop» (puc. 5) [3, 7], MOCKOJbKY
3aMeUIeHre MeTabor3Ma (DIIyOKCeTHHA B TICUEHU MOXET
MIPUBOAUTH K POCTY €r0 YPOBHSI B KPOBU U 3HAYUTEIHHO
YBEJIIMYMBATh PUCK Pa3BUTHS KAPIUOTOKCUYHOCTH.

MepanenHbiii meTabonusarop / MpomexyTouHbIit

metabonuzarop /

[OMO3MroTbI 1 COXHbIE FeTepo3mroTb
110 HeQYHKLMOHaNbHBIM/HUZKOYHK- [omo3uroTbl
reHoB, koaupytowyux CYPs /
Homozygotes for low-functional
SNVs of genes encoding CYPs

CYPs / Homozygotes and compound
heterozygotes for non-functional/
low-functional SNVs of genes encoding CYPs

Bpems, u/ Time, h Bpems, u/ Time, h

Bbicokuit yposeHb C1103C
B CbIBOPOTKE KPOBM

Tokcuueckmit ypoenb CUO3C
B CbIBOPOTKE KPOBY 1 pa3BuTHe
cepbe3Hbix HP / Toxic serum SSRI

levels and development
of serious ARs

levels and the development
of ARs

JKCTEHCUBHbIN
meTabonuzarop /

[omo3urotbl
unoHanbHbIM OHB reHoB, kopupytowwmx — no HukodyHKumoHanbHbIM OHB  no nonHodyHKumoHanbHbiM OHB
rexoB, kogupytowux CYPs /
Homozygotes for fully functional
SNVs of genes encoding CYPs

Bpems, u/ Time, h

HopmanbHbiii ypoeHb C103C
B CbIBOPOTKE KPOBM

1 pazsutine HP / High serum SSRI- v oxupaemblii TepanesTuyeckiii

otset / Normal serum SSRI levels

and expected therapeutic response

4

DcuuraionpaM. 3a aHAIM3UPYEMBbII MepUOA HaMu
HalieHoO 9 WCClIeNOBaHUM BIMSIHMSI 3CIMTalONpaMa
Ha uHtepBai QT 4 u3 8 ucciegoBaHuit BEISIBUIM 3CLIMTA-
JionpaM-uHAyLMpoBaHHoe yiuHenue QTc [9, 19, 24, 32].
B 1 uccnenoBaHuy MpoaeMOHCTPUPOBAH J0303aBUCUMBIH 3¢)-
(hekT. Dcrmranonpam Ha3HavalIcs B 1o3ax oT 5 10 20 Mr/cyr,
naTepBast QTc paccunrteiBajicsa mo dpopmyie Openepuka.
VBennuenue untepBana QTc mpu npueme storo CUO3C
Ha01I01a10Ch TP HAPAITUBAHUU J03bI KaK ¢ 5 10 10 Mr/cyT,
tak v ¢ 10 g0 20 mr/cyt [23, 27]. OnHako 3 ucciaenoBaHus He
noareepmwM ynauHeHue QTc [22, 30, 39]. Obpaiaer Ha
ce0s1 BHUMaHue MaJjiblii 00beM BBIOOPKU B 3TUX UCCIEN0-
BaHusx (0T 5 [22] no 154 [30] ucnibiTyeMbix). JlocToBepHO
M3BECTHO HCIIONb30BaHue (hopmyiibl Ppenepuka TOJBKO
B | u3 uccnenosanmii [22], B 2 apyrux [30, 39] meton pac-
yeta QTc aBTOpaMu He yKasaH.

ITapokcerun. /IBa vccienoBaHusI TPOAEMOHCTPUPOBA-
JIM JIeKapCTBEHHO-UHAYLIMpoBaHHOe yuynHeHue QTc [21,
27]. B nepBoe uccienoBaHue ObLT BKIOYeH 4531 yuacTHUK
[21]. Ha ¢poHe mpuema mapokceTuHa YAJIMHEHUE UHTEP-
Basia QTc 6buT0 3adpmkcupoBaHo y 304 (6,7 %) y4aCTHHKOB.
ITpu moncuete QTc ncnonb3oBanch GopMyIsl Ppenepu-
ka u bazerTta. Bo BTOpOi1 myGauKalMy npeacTaBieH Kiu-
HUYECKUA ciyyaii 43-neTHel )xeHuHbI [27]. [TanuenTka
npuHuMaja 50 Mr/cyT mapokceTuHa B TedyeHue 17 mHe,
C Mcnojib3oBaHueM (hopMyJibl bazeTTa ObLIO 3aperucTpupo-
BaHo yumHeHne QTc (476 mc). Yepes 3 qHs mTociic OTMEHBI
rnmapokceTrHa uHTepBai QTc BepHyJics B Ipeaebl HOp-
MBI (396 Mc). OgHaKo 5 ucciaeqoBaHUl He TTOATBEPAIIN

bbicTpblit
meTtabonuzarop /

YnbrpabbicTpblii
meTabonusarop /

[etepo3urobl [omo3urotbl
10 BbICOKOGYHKLMOHANbHbIM 10 BbICOKOQYHKLMOHANbHBIM
OHB rewoB, koaupytowux CYPs/  OHB reHoB, kopupytowwux CYPs /
Heterozygotes for highly functional - Homozygotes for highly functional
SNVs of genes encoding CYPs SNVs of genes encoding CYPs

e

Bpems, u/ Time, h

Bpema, u/ Time, h

CHuKeHHbII ypoBeHb CN03C
B CbIBOPOTKE KPOBY 11 HU3KMiA
TepaneBTUYecKuii oTBeT /
Decreased serum SSRI levels
and poor therapeutic response

Hu3kuit yposenb (M03C
B CbIBOPOTKE KPOBY U TepaneB-
TYECKaA PE3UCTEHTHOCTb (OTCyT-
cTBue dddexTa) / Low serum SSRI
levels and therapeutic resistance
(no effect)

Puc. 5. lenemuuecku demepmuHupo8anHvie U3MeHeHUs CKOPOCMU Memaboau3Ma ceneKmusHbiX UH2ubumopos o6pamuoeo 3axeama cepomonura (CHO3C)
6 neueHu 6 oyenke besonachocmu u 3gppexmusrnocmu. OHB — o0nonykaeomudnsiii éapuanm; HP — nexcenamenvhas peakyus

Fig. 5. Genetically determined selective serotonin reuptake inhibitors (SSRI) rate of liver metabolism disorders in assessing safety and effectiveness. SNV —

single-nucleotide variant; AR — adverse reaction
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KJIMHMYecKu 3HauumMoe yrauHeHue QTc [9, 19, 22, 24, 39]
Y CUHAPOM BHe3aImHoi cMepTtH [9]. B 3TuX nccaenoBaHusIX
TaKXe UCIoJb3oBaInch opmyinsl @peneprka u baserra,
BBIOOpKaA BapbHpoBajia oT 66 [24] mo 263 [22] y4aCTHUKOB,
MaLUEeHTHI IPUHUMAJIU TAPOKCETUH B CPETHENM PEKOMEH-
nmyeMoit no3e (20—40 mr/cyT).

IMutanonpam. [IBa vcciie10BaHUs TTOATBEPAMIIN Jie-
KapCTBEHHO-UHAYLIMPOBaHHOE yinHeHue QTc mpu rpu-
eMe IuTaonpaMa B TOKCHYECKMX J03aX: B OJHOM HMCCIIe-
noBaHuU y 26 u3 104 mauueHTOB 3aUKCUPOBAHO
yamuaenue QTc ot +12,1 no +31,4 Mc nipu pa3oBOM Mpu-
eMe Tokcrueckou mo3sl [30, 32]. Eme 6 ucciaenoBaHuit
MOATBEPIVIIN LUTATONIPaM-UHIYLIUPOBAHHOE YIJTMHEHNE
QTc npu npuemMe TepaneBTUYECKUX 003 [9, 15, 22, 24].
HHTepecHO uccienoBaHue ¢ PEeryyIsipHOIl pervcrpanueit
3JIEKTPOKAPAMOrPaMMBI C TIEPBOTO THS Ha3HAYCHUST 111 -
Tajomnpama B 1o3e 30 Mr/cyt [15], KoTopoe noka3zajo 3Ha-
yutenbHoe yBenndeHrue QTc (Ha >30 mMc OT MCXOOHOTO
YPOBHSI) y OOJIBIIIETO YMC/Ia YIaCTHUKOB MaKCHMMaJIbHO
K Havany 3-ii Heneau npuema. Eie 3 ucciaenoBaHus 1o-
Ka3aJIv 10303aBUCUMBII 3(D(heKT [UTaIonpaMa Ha MHTEP-
Ban QTc [4, 23, 25]: npu npuemMe LUTajgoIpaMa B cpeaHein
cyTouHoit 1o3e oT 10 10 20 MT 3aperucTpUpoOBaHO YBEIU-
yeHue QTc Ha +7,8 Mc; TTpu TIpreMe MpeBhIIIaIoLIeii MaK-
CUMAJTbHYIO U (IT0 HEKOTOPBIM MHCTPYKLIMSIM) TOKCUIECKOI
cytrouHoii 10361 (0T 20 10 40 mr) cpenHee yBenuueHue QTc
coctaBuio +10,3 mc [24]. OnHako 2 uccliefoBaHUS He
O0OHapPYXWIM CTATUCTUISCKU 3HAYMMOTo yinHeHust QTc
[35, 39]. B 1 uccinenoBanuum [35] u3y4eHbl peTPOCIEKTUB-
Ho 798 3amuceil aneKTpoKapauorpaMmal y 487 y4aCTHUKOB.
Bri6opka cocTostyia Ha 95 % 13 MalreHTOB MYXXCKOTO T10-
na. Hukakux pasnuumii B 1nTeabHOCTU nHTepBana QTc
NpY IIpUeMe LUTaJoNpaMa 1 APYruX aHTUIENIPECCAHTOB
aBTopaMU He oOHapyxeHo. Hukakoii 1030BoIi 3aBUCHMO-
CTU MEXIy IIUTAJIONPaMOM U IIUTeNbHOCThIO QTC He BbI-
sBJieHO. Bropoe uccienoBaHue, MIPOBEISHHOE C yYaCTUEM
397 mauueHTOB OTIEJEHUI XUPYypruyeckoro nmpoduss,
TaKXKe He IMTOATBEPANIIO CTATUCTUIECKY 3HAYMMOTO YIJIU -
Henns QTc nmpu nmpueme nuTanonpama u apyrux CMO3C
B CPEIHUX CYTOUYHBIX 103ax [39].

[pencraBneHHBII CUCTEMATUYECKIIT 0030D ITPOIEMOH-
CTPUPOBAJ, UTO B pamKax ogHol rpymmbl JIC (B yacTHOCTH
CHNO3C) kapauorokcuueckue HP moryT nposiBasitbcst
C pa3HOM CTEIIEHBIO BEPOSITHOCTH, a TAKKE OKa3bIBaTh HE-
OJIHOPOJIHOE BIIMSIHME Ha IIPOLIECCHI PEIOJISIpU3aIlur
U JCTIOSIPU3ALIMA MUOKAPA JKeTyI0UYKOB: YKOPOYCHME NH-
tepBania QT, orcyrcTBUE ahheKTa, MorpaHUIHOE YIJTMHEHWE
nntepBana QT, ynuHenue untepBaia QT. OgHako Beie-
CTBHE BBICOKOI OITACHOCTY TOPCAJ0TeHHOCTU U CUHAPOMA
BHE3aITHOW CMEPTH Y MaIlMEHTOB C CUHIPOMOM YIUIMHEH-
Horo QT niepen HazHaueHueM CHUO3C HeBpoI0Ty BaXKHO
00paTUTh BHUMaHUE Ha MOIU(pULIIpYeMble U HeMOI(u-
LMpyeMble hakTophl pucka paccMaTpuBaemoit HP. B ycio-
BMSIX iepulITa BpeMEHH, BBIICISIEMOTO Ha OJTHOTO Tl -

4

o o Lumanonpam, 3cyumanonpam/
i Citalopram, escitalopram

Tapokcemun, cepmpanun/

Fluvoxamine, fluoxetine

Puc. 6. Ipadayus pucka 603HUKHOBEHUS CUHOPOMA UHOYUUPOBAHHOZ0 Ce-
ANeKMUGHbIMU UHSUOUMOPAMU 00PAMHO20 3aX6aMa CEPOMOHUHA YONUHEHUS]
unmepsana QT (no asmopam)

Fig. 6. Gradation of the risk of selective serotonin reuptake inhibitors-induced
QT prolongation syndrome (according to the authors)

€HTa, C MCIIOJIb30BaHUEM IOJYYCHHBIX B XOIE 3TOrO
HCCIIeIOBaHUs TaHHBIX IMPEACTABISCTCS BO3MOXHBIM
cHU3UTHL pucku npu HazHaueHun CHUO3C, onpeaenus JIC
C HAaMMEHBIIIMM PUCKOM BO3HUKHOBEHUSI CUHAPOMA Y-
JuHeHHoro nHTepBana QT, Takue Kak (pyokceTUH U (iry-
BOKCaMUH (puc. 6), KOPpeKTUPYsS Tepaluio, HazHavasl
aHTUACTIPECCAHTHI 60Jiee BEICOKOTO YPOBHSI PUCKa TOJIBKO
MPY UHIVBHUIYAJIbHOM HEMIEPEHOCUMOCTHY WJIU ITPY OTCYT-
CTBUM OXUAaEMOro TepareBThudeckoro addexra. BaxHo
BBITTOJIHEHUE 2JIEKTpoKapauorpaduu B IMHAMUKE (KJTU-
HUYECKHU 3HAYMMBIM yIUIMHeHeM uHTepBana QT cuura-
ercs oT +30 go +50 Mc 1o cpaBHEHUIO C TToKa3aTeaeM Ha
cTapTe Tepalvu) ¢ MHTepBaJioM 1, 3 1 6 Mec OT Havaja
HazHaueHus1 CMO3C B 3aBUCUMOCTU OT TPYIIBI prcKa
(HU3KUI, CpeHUI WY BBICOKUI pUCK) ¢ moacueToM QTc
o opmyiie @peneprika, a TakKe MpoBeacHre hapMaKo-
T€HETUYECKOro TECTUPOBAHUS U UCKITIOUSHUS TIPODIIIS
«ITPOMEXYTOYHBII METa00IN3aTOP» WIM «MEIJICHHBII Me-
TaboJIM3aTOpP». DTU MALIMEHTHI C 3aMeUIECHHBIM MeTabo-
ym3mMoM CUO3C HykaaroTcs B MPOBEACHUM TepareBTHYE-
CKOTO JICKAPCTBEHHOTO MOHMTOPMHIAa B IUHAMUKE IS
KOHTPOJISI YPOBHSI IperapaTa B KpOBU, OCOOCHHO MPH IJT1 -
TEJIbHOM IIpUEME.

HecoMHeHHO, BAXXHBIMM SIBJISIIOTCS M3YYEHYE HACIIECT-
BEHHOI'0 aHaMHe3a (CJTydan CUHAPOMA YIUIMHEHHOTO MHTEP-
Baja QT, TdP u cunapoma BHe3armHOI cepaeyHoi CMEPTU
B POIOCIIOBHOI1) 1 TIPOBEIEHKE T10 TTOKA3aHUSIM TAPTeTHOTO
cekBeHupoBanns JJHK. ®dapmakonormyeckuii aHaMHe3
¢ YTOYHEeHWEeM HaJTMJMsl YKa3aHUi Ha cydait yimuHeHust QTc
nipu ipueMe JIC apyrux dapMakosorndeckKux rpyrit TakKe
BaxkeH 151 IporHo3upoBaHust pucka CMO3C-uHayLpoBaH-
HOTO yiMHeHUs MHTepBaia QT, MOCKOIbKY MOXET KOCBEHHO
CBUJIETEJILCTBOBATL 00 YSI3BUMOCTY MOTEHIIMATI3aBUCUMBIX
HMOHHBIX KaHAJIOB (IIPEXJIe BCETO KaTMEBbIX) IMPY HAIMYUN
paHee HeTMarHoCTMPOBAHHOM MPEAPAacIIOIOKEHHOCTH K pa3-
BUTUIO paccMmatpuBaeMoil HP y maimeHToB — Hocutenei
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ajesiell pucka reHoB-KaHIuIaToB (MyJIbTH(aKTopHbIe hop-
MBI CUHIpOMa YIJIMHeHHOTo nHTepBaia QT).

B 1ieniom mipeacTaBlieHHBINM 0030p ITOMYEPKUBAET aK-
TyaJibHOCTb IpodJieMbl CUO3C-uHAyIMPOBaHHOTO YA~
HeHus uHTepBasa QT B MpakTUKe HEBPOJIOTa, KOTOpast
TpeOyeT MEXXIMCLIMIUTMHAPHOTO TOAXO0/a C IPUBICYCHUEM
MeAMaTPOB (KapA1oJIOoroB), KIMHUIECKUX (hapMaKoJIoroB,
TeHETHUKOB.
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KoOHTaKThI:

AnekcaHapa MuxaitnosHa lueosapoBa ampivovarova@gmail.com

B cTatbe npepcTaBneH KAMHUYECKUI Cyyail pebeHKa ¢ coueTaHueM 2 0YeHb PefKux 3aboneBaHuii: HeponaTuyeckoro
LMCTMHO3a U 6ONE3HU MOiiA-MOMs.

Hedponatnyeckuit LMCTUHO3 — ayTOCOMHO-pELECCUBHAsA M30COMaNbHasn 60ne3Hb HAKOMNeHUs, XapakTepu3ywascs
HaKOMNEeHWeM LIUCTUHA BO BCEX OpPraHax W TKaHAX B pe3ynibrare MyTauuii reHa CTNS, KOTopbi KOLMPYET TM30COMabHbIA
TPaHCMOpPTEpP LMCTUHA LUCTUHO3WH. HapyleHne dyHKUMM LIMUCTUHO3MHA NMPUBOANT K HAKOMIEHWIO W KpUCTanan3aLumm
LMCTMHA BHYTPU IM30COM, YTO, B CBOIO O4epefb, NPUBOAMT K anonTo3y v NOBPEXAEHMIO TKaHel BO BCex opraHax. 3abone-
BaHWe XapaKTepu3yeTcs peHanbHbIMK (cMHAPOM PaHKOHM C NPOrpeccupyoLmnmM CHUKEHMEM GYHKLMM NOYEK) U IKCTpa-
peHanbHbIMU NPOABNEHUAMMN B BUAE TMNOTUPEO3a, TMNOTOHAAM3Ma, MHCYJIMH3ABUCUMOrO caxapHoro auabeta, kanbLubu-
KalMM KOPOHapHbIX COCYA0B, METabONMYeCKON 60NE3HN KOCTEN, NOPaXeHUs LeHTPanbHO HEPBHOI CUCTEMBI C aTpodueit
Kopbl, KanbuuduKaLumein ronoBHOro Mo3ra u ap.

bonesHb moiis-moiis — nporpeccupyiollee 3a60n1eBaHIUe, KOTOPOE MOKET NPUBECTU K ULIEMUYECKOMY UHCYNbTY MU BHYT-
puyepenHoMy KpOBOM3NUAHUIO Y fieTel U B3pOCAbIX. BbiensoT cnegyiolme BUabl 3T0r0 COCTOAHUA: 60Ne3Hb MOMs-MOiis —
nepeuyHoe (MAMONATUYECKOE) COCTOAHME, OTHOCALLEECA K NalMeHTaM ¢ aHruorpaduyeckuMn faHHbIMKU 3aboneBaHus,
KOTOPbIE MOTYT UMETb FeHeTUYECKYI0 NpefpacnoNoKeHHOCTb, HO He UMEeTb 3aboneBaHUii, ABAAIOWNXCA TPUTTEPOM
ANs pa3BUTUA LAHHOTO COCTOAHMA, U CUHAPOM MOWA-MOIA — aHrMorpatuyeckne U3MeHeHUs, KOTOPble aHaNOTUYHbI TaKO-
BbIM Y MaLMeEHTOB C 60/1Ie3HbIO MOIA-MOIis, HO MPU 3TOM MMeeTCA 3aboNeBaHNe, KOTOPOE ABNAETCA NEPBONPUYMHON pas-
BUTUS AaHHOTO COCTOAHMS.

Hamu 66111 npoaHanu3npoBaHbl BEPOATHbIE U3MEHEHUA CO CTOPOHBI LIEHTPabHOM HEPBHOI CUCTEMBI NpU HedponaTuyeckom
LMCTMHO3€ U ObiN cienaH BbIBOJ, O TOM, YTO OCHOBHOE 3a60NeBaHUE HE MOXKET SBAATLCA NPUYMHOI BbISBIEHHbIX U3MeHe-
HWiA; NpY HAGNIOAEHUM JAHHOTO NALMEHTA Mbl BCTPETUAIUCH C KOMOUHALMEN 2 HE3ABUCUMBIX COCTOAHMIA, 4TO NoTpeboBano
KOMaH[HOTO NOoAX0fa K ONpedeneHnio TaKTUKN NeYeHUs U fanbHelwwero HabnioaeHus.

CBoeBpeMeHHas BepudMKaLMA AUarHo3a No3Boauaa yNyylWmuTh AajbHENLNIA NPOrHO3 TeYeHUs 3a60NeBaHus, a TakKe KayecTBo
XWU3HW NaLMeHTa, NPeLOTBPATUTh faNnbHelLMe SNU30AbI MLIEMUW FONIOBHOTO MO3ra WU Pa3BUTIE HEBPOJIOTNYECKOTO fieduLmTa.
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The article presents a case report of a child with a combination of two ultra rare diseases: nephropathic cystinosis
and moya-moya disease.

Cystinosis is an autosomal recessive lysosomal storage disorder characterized by accumulation of cystine in lysosomes
throughout the body. Cystinosis is caused by mutations in the CTNS gene that encodes the lysosomal cystine carrier
protein cystinosin. The lack of functional cystinosin causes accumulation and crystallization of cystine within
the lysosomes, which leads to apoptosis and tissue damage in all organs. The disease is characterized by renal (Fanconi
syndrome with progressive decline in renal function) and extrarenal manifestations in the form of hypothyroidism,
hypogonadism, insulin-dependent diabetes mellitus, coronary vascular calcification, metabolic bone disease, damage
to the central nervous system with cortical atrophy, cerebral calcification and etc.

Moya-moya disease is a progressive condition that can lead to ischemic stroke or intracranial hemorrhage in children
and adults. The following types of this condition are distinguished: moya-moya disease primary (idiopathic) refers
to patients with angiographic evidence of the disease, who may have a genetic predisposition, but do not have
concomitant diseases and moya-moya syndrome - angiographic changes in patients are the same as in patients
with moya-moya disease, but there is an underlying disease that is the cause.

We analyzed the probable changes in the central nervous system during cystinosis and concluded that the underlying
disease cannot be the cause of the identified changes and when observing this patient, we encountered two independent
conditions, which required a team approach to determining treatment tactics and further observation.

Timely diagnosis made it possible to improve the further prognosis of the disease, but also the patient’s quality
of life, stop episodes of cerebral ischemia, and prevent the development of neurological deficits.
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Bonesnp molig-moiist (BMM) (OMIM: 607151) (Moiia-
Molia, MosIMOsI, Moliamoiia) (B repeBoje C SIMOHCKOTO —
MyxJIbIiI, HESICHBIM WM TYMaHHBI, KaK 00JlaKo AbIMa
B BO3yX€) — peAKOoe IMporpeccupyloliee 3adojieBaHue, Xa-
paKTepHU3YIolleecs MOCTENIEHHO Pa3BUBAIOIIMMCS CYKEeHH -
eM (CTeHO30M MJIM OKKJTIO3UEl ) KPYITHBIX BHYTPUYEPEITHbBIX
apTepuii (BOKPYT BUWLIM3KMEBa Kpyra) U BTOPUYHBIM pa3BU-
THEM BbIpaXKEHHBIX KOJUTIaTepaieil MeJKHX COCYIOB, UMe-
IOIIMX XapaKTePHBIN IbIMUYAThIN BUI HA aHTUOTpaduu.

3aboJieBaHKME aCCOLIMUPYETCS C MPeapacIioNoXeHHO-
CTBIO K UILIEMUYECKOMY MHCYJIBTY WIM BHYTPUYEPEITHOMY
KPOBOUBJIUSIHUIO Y IETEU U B3POCIIbIX.

Boiaesnsior ciieayroniye BUabl 3TOIO COCTOSTHUS:

* BMM — nepBuuHoe (MAMOMATUYECKOE) COCTOSTHUE,
OTHOCUTCS K NTalIMeHTaM ¢ aHTMorpacduyecKUMU JaH-
HBIMU 3200JIeBaHUSI, KOTOPbIE MOTYT UMETh T€HETU-
YeCKYI0 MpeapacionloXeHHOCTb, HO He UMETh 3a00-
JIEBAaHUI, SIBJISIIOIIUXCST TPUITEPOM IS Pa3BUTHUS
JlaHHOTO cocTosiHuUA [39];
cuHapoM Moiisi-Moita (CMM): aHruorpaguyeckue
U3MEHEHMS Y MAllUeHTOB BBISIBJISIIOTCSI TAKUE XKe, KaK
Uy TIAIIMEHTOB C 00JIE3HbIO MOISI-MOIis1, HO MMEeTCs
OCHOBHOE 3a0oJjieBaHUE, [JII KOTOPOTO pa3BUTHE
CMM BTOpUYHO. DTO COCTOSIHUE TaKXe Ha3bIBalOT
«(peHOMEH MOSI-MOsI», «aHTHUOrpauIecKast MOsSI-MOsI»
WIN «KBa3u-MOsIMOsI 00Jie3Hb» [4, 45].

Dtrojorusa. [eHeTudecKast aTHoJ0rus pa3sutus bMM
B HACTOSIIIIEE BPEMSI SIBJISIETCS IIPUOPUTETHOM, OTHAKO
HeIoCcTaToOuHO u3yyeHHol. CeMeiiHble ciayyau 0oJie3HU
CBsI3bIBAIOT ¢ TeHOM RNF213 na xpomocome 17qg25.3, ko-
TOPBIN SIBJISIETCS BasKHBIM (haKTOPOM MPEAPACIIOIOXKEH-
Hocti K BMM B nony/siimsix HECKOJIbKUX cTpaH Boctou-
Hoi1 A3uu. bblia BbIsIBJI€HA CBSI3b MEXIY MOJUMOP(PU3IMOM
p.R4859K u p.R4810K rena RNF213 v piCKOM pa3BUTHUS
0osie3Hu [29]. Takke BbISIBIEHA CBSI3b C XPOMOCOMaMU
3p24.2, p26, 6025, 8q23 1 12p12, 17925 [2, 23, 25, 31].

Hccnenosanue L. Duan u coaBT. BeIsIBWIO 10 HOBBIX
JIOKYCOB PUCKa, BKJIIOYast TeHbI, y4aCTBYIOIIUE B PETyJisi-
LI MeTaboJiM3Ma TOMOIIMCTeNHA, a TaKXkKe CBSI3aHHbIE
¢ 3a00JIeBaHUEM KPYITHBIX COCYIOB C BEICOKOI 3KCIIpEC-
cuell B MUMMYHHOM cucteme [14].

XoTs XxapakTep HacJeIOBaHUSI He YCTAaHOBJICH, Hau-
0oJiece BEPOSTHBIM CUYUTACTCS ayTOCOMHO-IOMUHAHTHBIIM
i [38].

ITarorenes. [TaTodusnonaornuyeckue mpouecchl, Beay-
1I1e K apTepruaIbHOMY CTEHO3Y U KOoJUTaTepalu3allii Me-
KUX COCYIOB, BKJTIOYAIOT YTOJIIIIEHUE COCYIUCTOM CTEHKU
u aHruoreHe3. CocyaucTble UBMEHEHMSI MOTYT OBITh CBSI-
3aHbI ¢ HAPYIIEHUEM peaKIIMy Ha BOoCIaJleHUEe W aedex-
TaMU MEXaHU3MOB KJIETOUHOT'O BoccTaHOBJeHus [22, 30].

ITaTonoruyeckue cCocyaucTbie UBMEHEHUS MOSIBISIIOT-
¢ KaK B KPYIHBIX COCYyIaX BUJLIM3KeBa Kpyra ((hrOpo3HO-
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KJIETOYHOE YTOJIIIEHUE MUHTUMBbI, U3BUTOCTb WX YIBOCHE
BHYTPEHHEU 2JIaCTUYECKO IJACTUHKU U ocjiadieHue
MeIVH), TaK U B MEJIKMX KOoJUIaTepalbHbIX cocynax. Yarme
BCETO0 IOpaXaroTcsi KOHEUHbIE OTAE/Ibl BHYTPEHHUX COH-
HbIx apTepuii (BCA), npokcuMabHbIe OTAEIbl CpeaHei
U MepeHe MO3TOBBIX apTePUIA.

B ne6roTe 3a0051eBaHMsI CTEHO3 MOXET ObITh OTHOCTO-
POHHMM Y YaCTH MAallMEHTOB, HO B JaJIbHENIIIEM BO3MOXHO
MPOrpecCUpoOBaHUE U Pa3BUTHE yKe ABYCTOPOHHETO CTe-
Ho3a. 3aJHMUIT KpyT KpOBOOOpalleHHUs, 0COOEHHO 3aaHsIsI
MO3roBasi apTepusi, opaxaeTcsl 3HaYUTEIbLHO pexke.

JlenToMeHUHIeabHbIe aHACTOMO3bI U3 3 OCHOBHBIX
MO3TOBBIX apTepuil (CpenHei, nepeaHeit n 3aaHeli) BO3-
HUKAIOT BCJEACTBUE BHYTpUUepenHoro cteHo3a BCA.

Boinee yem B 56 % ciiydaeB B TOYKaX pa3BETBICHUS
COCYIIOB MOTYT pa3BUBaThCs aHeBPU3MbI. CTEHO3 TakXe
MOXET IopaXaTh 9KCTpaKpaHUaJIbHbIE U CUCTEMHBIE ap-
TepUM, BKJIIOYAS IIeiHbIE COHHbIE, TIOYEUHbIE, JIETOYHbIE
U KOpOHapHbIe cocynbl [39].

3a0oeBaHnsa ¢ BHICOKMM pUCKoOM pa3utusgs CMM.
K OCHOBHBIM COCTOSIHUSIM, CBSI3aHHBIM C BBHICOKUM PH-
ckoM paszsutnst CMM, oTHocaT cienyronue [6, 7,9, 13,
21,24, 27, 32, 34, 35, 37, 40, 42, 48—50]:

* 3a0o0JieBaHUSI, TMOpaxalollue apTepyuy BWLIM3KMEBa
Kpyra: aTepocKJepos, JydyeBas Teparnusi OCHOBaHUS
TOJIOBHOI'O MO3ra, YeperHO-MO3r0Basi TpaBMa, OIyXo0-
JIV TOJIOBHOTO MO3ra, MEHUHTUT U APYTHe BUPYCHbIE
WM 0aKkTepuabHble MH(PEKIINN;

* TeMaTOoJIOTMYECKHE COCTOSTHUS: CEPIIOBUIHO-KIIETOY-
Hasl aHeMus, OeTa-TajacceMusi, TOMOLUCTUHYPUS
Y TUIIEPrOMOIIMCTEMHEMMUS U T.1I.;

* CUCTEMHBbIE BaCKYJIUThI U ayTOUMMYHHbIE 3200J1eBaHusI;

* CUHIpOMAaJIbHbIE MAaTOJIOTUM U IIOPOKY PA3BUTHS: CUH-
npoM Anaxuis, cuHapom JlayHa, runomenano3 Wto,
cuHapoMm Mapdana, HeitpopubpomaTos 1-ro Turma,
cunapoM Hynana, cunapom Ipanepa—Bunau, Tyoe-
PO3HBIN CKJIEPO3 U T.1.;

* pa3IMYHbIC BaCKYJIONATUU, SKCTpaKpaHUATbHbIE U CEp-
JIEYHO-COCYIUCThIC 3a00IeBaHMS;

* MeTabojuyeckre 3a0oJjieBaHUs: IJIMKoreHo3 I Tura,
runepdocdaraszusi;

* TMOYEYHbIE MATOJOTUU: TTOJUKUCTO3 MOYEK, OMyXOJb
Buibmca.

Kmnnyeckue nposiiennss BMM/CMM. [1e6ioT 3a-
0oJsieBaHMST BO3MOXEH B JII0OOM BO3pacTe, HO Yallle CUM-
MTOMBI TIPOSIBJISIIOTCS B Bo3pacTte oT 5 1o 10 et y aeteit
1 ot 30 1o 50 jeT y B3pOCbIX.

[IposiBneHus 60JiIe3HU BecbMa BapruadeabHbL. Y 4acTu
MalMeHTOB 3a00JieBaHUE MPOTEeKaeT OECCUMIITOMHO.
VY npyrux BO3HMKAIOT CEPhe3HbIC HEBPOJIOTMYECKUE Hapy-
LIeHUsI BCAEACTBUE WHGMAPKTOB WM KPOBOU3IMUSI-
Huii. JIpyrue nposiBJIeHMs] BKJIIOYAIOT TOJOBHYIO 0OJIb,
TOJIOBOKPYXXEHUE, CYIOPOTH U XOPEeIo, HUCTarM, adas3uio
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u nucdasznio, reMuaHomncroo. Bo3aMoXHO pa3BUTHE YMCT-
BEHHOI OTCTaJIOCTH.

Cumnromatuka BMM/CMM 3aBucuUT OT Bo3pacTa.

VY neteii mepBbIM CUMIITOMOM OOBIYHO SIBJISIETCS UIIIe-
MMYECKUI MTHCYJIBT WU TPaH3UTOPHAS UILIEMUYECKasl aTa-
Ka, KOTOPbIe MOTYT KaK SIBJISIThCSI HAYaIbHBIM ITPOSIBIICHUEM,
TaK 1 HOCUTh peIIUIUBUPYIONINIA xapakTep |36, 43]. Y B3po-
CJIBIX TOMUMO MIIIEMWYECKMX HAapyIIeHUI MOTYT Pa3BUBATh-
Csl ¥ BHYTPYMMO3IOBbI€, BHYTPIDKETYIOUKOBBIE U Cybapax-
HOUAaJIbHbIE TeMOPPAruyecKue MHCYJIBThI, CBUACTE/Ib-
CTBYIOIIIME 00 yXyAIIEHUU TeueHus 3a0oseBaHus [12].

CuMnroMaTU4YecKue MU30/IbI UILIEMUU B COCYIUCTHIX
bacceliHax nepeaHel U cpeIHel MO3TOBBIX apTepuii y Je-
Tei MOTYT IIPOBOLIMPOBATLCS TUTIEPEMUE, TUTIEPBEHTU -
JIsiuMeit, HanpstkeHueM (TiadyeM, KalieMm) Wi pusude-
cKoli Harpy3koii [39].

¥ naunentoB ¢ BMM/CMM MoxeT pa3BUThCS MU~
Jiericusl. Y feTeil oHa BO3HMKAET Yallle, YeM Y B3POCIbIX
(B cpenmeM cocrtaisieT 10—15 %). CynoposkHbIE TTPUCTY-
bl MOTYT HOCUTb BTOPUYHBINA XapakTep MO OTHOIIEHUIO
K MILIIEMUYECKOMY MOBpeKACHUIO [28].

YV neayaTpuyeckux NaiydeHTOB MOXHO BCTPETUTh U3-
MeHeHue (hOHOBOI aKTUBHOCTHU Ha 3JIeKTpo3HILIedaIorpam-
M€ B Bue oyaroBoro/nuddy3Horo 3aMeiieHus, a TaKxKe
CYOKIMHUYECKME SIUIenTU(GOPMHBIE pa3psiabl [51].

®akTopaMu pUCKa pa3BUTUS SMUICTICUN CYUTAIOTCS
paHHUIi 1e0I0T MPUCTYIIOB U AUddy3Hast aTpodusi TOJIOB-
Horo Mo3ra [11, 20].

JuarnocTuka. JluarHoctrka 3a0ojieBaHVsI OCHOBBIBA-
eTcs Ha JaHHBIX KJIMHUYECKOW KapTUHBI M pe3yJibTaTax
JIOTIOJTHUTEJIBHBIX MccliefoBaHui. B KauecTBe mOMoOaHU-
TeJIbHBIX MCCIIeNOBaHUI Hanboiee MUHDOPMATUBHBI AHTHUO-
rpacdusi COCyI0B 'OJIOBHOI'O MO3ra, KOMIIbIOTEpHasi TOMO-
rpagusi, MarHUTHO-pe3oHaHcHas1 Tomorpadust (MPT),
MarHUTHO-pe3oHaHcHas anruorpadus (MPA), onHodo-
TOHHAas 9MUCCUOHHAsI KOMITbIOTepHas ToMorpacdus.

JurarHoctTuyeckue KpUTepru, MpeaioxXeHHbIe SITOH-
CKHM HCCJIENOBaTEIbCKUM KOMUTETOM, BKJIIOUAIOT CJICY-
IolI1e OCHOBHBIE TpeboBaHus [20]:

* CTEHO3 WJIM OKKJII03Us TepMUHaIbHOTO oTaejsa BCA
U TIPOKCUMAIBHOTO OT/IeIa TIepeIHe U cpeaHel MO3-
TOBBIX apTEPUIA;

* aHOMaJIbHBIE COCYIUCThIE CETU B 6a3aIbHbBIX TAHTJIU-
SIX; 9TH CETH TakKe MOXHO IMarHOCTUPOBATh 110 Ha-
JIMYMIO MHOXKECTBEHHBIX MMYCTOT IMOTOKA HAa MarHUT-
Ho-pe3oHaHcHoit (MP) Tomorpamme TroJIOBHOrO
Mo3ra.

AHruorpacdudeckue u3MEeHeHMs1, KaK IpaBWIo, IBY-
CTOPOHHUE; TEM HE MEHee clydyau C OMHOCTOPOHHUMU
aHrrorpad®UYeCcKMMM JaHHBIMM TakKKe CUYMTAIOTCS BEPO-
SITHBIMU.

B cootBeTcTBUM ¢ Kiaccudukaimei J. Suzuki Bbige-
JISIIOT cienytoiue ctanuu bBMM/CMM:
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» cragus I — cyxeHue mecra oudypkauuu BCA;

* cragud Il — pacirpeHHbIe TepeaHue U CpeIHUe MO3-
TOBBbIE apTepUU B COYETAHUM C CY>KeHHeM Oudypka-
uuu BCA ¢ xapakTepHbIMU U3MEHEHUSIMU;

cragus 11l — panpHelinee uaMeHeHue OMdypKau
BCA u cyxeHue nepenHUX U CPeIHUX MO3TOBBIX ap-
TEPUIA;

» ctanus IV — yMeHbllIeHue U3BMEHEHU I, XapaKTEePHbIX
st BMM, ¢ oKKIII03UBHBIMU TIpe0Opa3oBaHUSIMU
BCA u ocnabiaeHueM nepegHux U CpeaHUX MO3TOBBIX
apTepuid;

* cTamust V — JajbHeiflee yMeHbIIeHe U3MEHEHUH,
xapakTepHbIX 111 BMM, ¢ okkmosueit BCA, nepen-
HUX U CPETHUX MO3TOBBIX apTEPUIA;

» cranust VI — BCA BeIKJTIOYaeTcs U3 CHaOXEHUs ro-
JIOBHOTO MO3ra, KpOBOCHaOXeHUe W3 HapyxXHOU
COHHOM apTepuu.

Cpoku mpoBeneHUs] TOBTOPHBIX BU3YaTU3UPYIOIIUX
HUCCIIeIOBaHUI 3aBUCST OT TSLKECTH MUCXOIHBIX U TOCe-
TIYIOIIUX PE3YJIBTAaTOB; IS 0ECCUMNTOMHBIX MAllMEHTOB
BO3MOXHO €XerolHoe MPOoBeAeHUE UCCIECTOBAHNS.

[ManueHTaM ¢ CynopoXXHBIMU PUCTYIIAMU WX TPaH-
3UTOPHOM UIIEMUYECKON aTakoi mis auddepeHunaIb-
HOTro AuMarHo3a HeoOXOAMMO MPOBEACHUE DJIEKTPOIHIIE-
danorpaduryeckoro ucciaeaoBaHUsI.

Het c BMM/CMM yacTto 0OHapy>XMBalOT OTKJIOHE-
HUS TIpU 2JIeKTpoaHIedanorpaduu.

ITpoGa ¢ runepBeHTWISALIMENR BHI3bIBAET I'eHePaIn30-
BaHHbIE BHICOKOAMIUIMTYIHbIE MeUIEHHbIE BOJIHBI ((heHO-
MEH «HapacTaHUsI»), McYe3alolue Mocje MpeKpalieHus
TUIIepBEHTUIISALMK. [ToBTOpHOE MOSIBICHWE TeHepaInu30-
BaHHBIX WM JIOKAIU30BAHHBIX BHICOKOAMILIUTYIHbBIX ME/I-
JICHHBIX BOJIH Ha 3JIeKTpo3HIIedamorpamme yepes 20—60 ¢
rocJjie MpeKpalleHus TUIePBEHTWISILIMMY ((heHOMEH «I1e-
pPeCTpPOKU») CUUTAETCS MAaTOTHOMOHUYHBIM 11t BMM/
CMM u BcTpevaercs: mpuMepHo y 2/3 neteit. Y JaHHBIX
MalMEeHTOB ITPOTUBOIIOKA3aHO MPOBEICHNUE TTPO0 C TUITeP-
BEHTUJISILIMEH, TaK KaK OHU MOT'YT BbI3bIBaTh pedieKTop-
HYIO LIepeOpaIbHYI0 Ba30KOHCTPUKIIMIO.

®oHOBBIC aHOMAJIMU BKJIIOYAIOT HECITeLIM(DUIECKYIO
TeHEepaIM30BaHHYIO, aCUMMETPUYHYIO WU JIOKAJTN30BaH-
HYIO MEJICHHOBOJHOBYIO aKTUBHOCTb. ACUMMeETpUYHasI
3aIHsS aibdha-aKTUBHOCTh Y LIEHTPaIbHO-BUCOYHOE 3a-
MeJJIeHUe TaKKe ObLIM onucaHsbl y neteit c BMM/CMM.
[17, 28, 39, 46].

K rpynnam pucka no pa3zsutuio CMM oTHocATCS:

* IETU WM MOJIOJbIE B3POCIbIE C MOBTOPSIIOIIMMUCS
CUMIITOMaMU UIIIEMUYECKUX aTaK B Pe3yJIbTaTe HU3-
Kot mepdy3uu B OJHOM U TOM K€ apTepuaibHOM
OacceiiHe;

* TAILIMEHTHI, Y KOTOPBIX OTCYTCTBYIOT 001IIME (haKTOPHI
JIJIS1 IEPBUYHOTO BHYTPMMO3TOBOTO KPOBOMBJIUSHUS,
HO MMeEEeTCSl BHYTPUMO3TOBOE KPOBOUBJIMSIHUE B 00-
JIaCTSIX TOJOBHOIO MO3ra, CHaOXaeMbIX MEJKUMU
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coCyllaMU, KOTOPbIC OTBETBIISIFOTCS OT BUJIIU3UEBA KPY-
ra (HarmpuMep, XBOCTaToe SIIpo, TaJaMyc), WM BHYyTpHU-

JKEJTYTOYKOBOE KPOBOUBJIMSIHYE B Mpeaesiax 00KOBBIX

JKEJTyI0YKOB;

* JETU WJIA MOJIOABIC B3POCIIbIE C MIIEMUYECKUM WU
reMOppParu4ecKrM MHCYJIBTOM, Y KOTOPBIX MOTYT OT-
CYTCTBOBATh OOIIIME 1IepeOpPOBACKY/ISIpHBIE (PAKTOPHI
puCKa;

* marueHThl ¢ MP-KapTuHOI B BUIe paclIMpeHUs KOJI-
JIaTepaJIbHBIX COCYIOB B 0a3aJIbHBIX TaHIJIUSAX WU
TajaMyce, «CUMIITOMOM ILTIONIa», «CUMIITOMOM KU-
CTU» WJIN YCWICHUEM apTepUaIbHOM CTCHKMU.

[Tpu oTCYTCTBUY M3BECTHOI TEHETUUYECKOM ITPEAPACIIO-
JioxkeHHOCTH K BMM min ycTaHOBJIEHHOTO 3a00J1eBaHUs,
ocJioxkHeHHoro pa3ButrieM CMM, naiMeHThbl JO/KHbI ObITh
JIOTTOJTHUTEIEHO 00CIIeNOBaHbI HAa HAJIMYKE COMYTCTBYIOIIIMX
3a001eBaHMIA 1)1 pa3pabOTKX Haubosee MoAXoAsIei cTpa-
TErMH BTOPUYHOM PODUIAKTUKY.

Jleuenue. 111 BMM/CMM He cyliiecTByeT TapreTHOi
Teparuu, O3BOJISIONIEH OCTAHOBUTD IIPOTPECCUPOBAHUE
WY YMEHBIIUTh BHYTPUYEPEITHYIO apTePHOIIATHIO.

JlekapcTBeHHas Tepanus (QHTUTPOMOOTUIECKHE 1 TIPO-
THBOCYIOPOXKHBIC TIperapaThbl, 0JIOKATOPhl KaJbLIMEBBIX
KaHaJIOB) MMEET JIMIIIb BCIIOMOTaTeIbHOE 3HaUCHUE U He
MpeKpaiiaeT MporpeccupoBaHue 3a00/1eBaHNS, BOCHOBHOM
HCTIOJb3YeTCs 11 KOPPEKIIUM OCJIOXXHEHU I 3a00J1eBaHYs,
TaKMX KaK MHCYJIBT ¥ TPAH3UTOPHBIC UIIIEMUYECKIE aTaKH,
a TakXKe JJIsT 00JIeTYeHYsI CUMIITOMOB U IIPEIOTBPAIICHUS
YXYAIIEHUS] KOTHUTUBHBIX (DYHKITHIA.

[Toce mpuCTYITOB TPAH3UTOPHOM MIIEMUYECKOM aTa-
KU MOXET IMOTPeOOBaThCS peaduInuTaIus.

Hawtyuinye pe3yabraThl J€MOHCTPUPYIOT XMPYPIH-
yeckue MeTonpl ieueHuss bMM/CMM.

Llenb onepaTMBHOTO BMEILIATEIBCTBA — YJIYYIIUTh KPO-
BOCHa0KeHMe TojI0BHOro Mo3ra. KoMorHMpoBaHHast peBac-
KYJISIPM3aLIMsl TOJIOBHOTO MO3ra C MCIOIb30BaHUEM MPSIMBIX
1 HENPSIMBbIX KOMIIOHEHTOB IPU3HaHa HauboJIee 1ejIeco-
00pa3HbIM METONIOM JieueHus naimeHToB ¢ BMM/CMM
BO BCEM MUDE.

[MokazaHust ¥ CPOKU IPOBEACHMS OTIEPall OCTAIOTCS
CIIOPHBIMU.

7151 TOJTHOLIEHHOM peBaCKyJIIpu3allii TOJIOBHOTO
MO3ra Jalle BCero TpeOyroTCsl IOBTOPHBIC OIepallvu.

[MokazaHueM [UIs1 XUPYPTMUECKOM BacKy/ISIpU3alivu
SIBJISICTCSI HE TOJIbKO HAJIMYME SIBHOW KITMHUIECKOM CUMIT-
TOMAaTHKH, HO M BBISIBJICHUE MPU HEMpPOBU3YyaIu3alluu
M3MEHEHUI, YKa3bIBAIOIIMX Ha TSLKEJIOe HapyIIeHUE KPO-
BOTOKa B ITOKOE WJIM HapylIeHWe reMOIMHAMUYECKOTO
repdy3MOHHOTO pe3epBa y 0€CCUMITOMHBIX NAlIMEHTOB
[18, 33].

IIpornos. be3 neyeHuss MpOrHO3 HEOJIATOMPUSITHBINA.
[Tocne xupyprudeckoro Je4eHuss B OCHOBHOM IIpeKpalia-
I0TCSI 3TIU30/bI UIIEMUM TOJIOBHOTO MO3ra U HEBPOJIOTH -
YeCKUil 1eUIIUT He TPOTPECCUPYET, HO COXPaHSIIOTCS
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U3MEHEHUS B HEBPOJIOTMYECKOM CTaTyce, UMEBILIUECS 10
MPOBEJIEHUS OIePaTUBHOTIO JICUECHUSI.

B Hacrosiee BpeMsl CUMTaeTCs, YTO onepalus Io
peBacKyaspusalnum oosee 3¢ GeKTUBHA U JaJbHEHIINH
MPOTHO3 JyYllle Y IeTei, yeM y B3pocibix [18, 33].

JleOroT 3a001eBaHMSI B paHHEM BO3pacTe aCCOLUUPO-
BaH ¢ 0oJjiee TSKEJbIM TeUeHHEM U HeOJaronpusTHbIM
MPOTHO30M (BBIIIIE YacToTa MHCYJABTOB) [18, 33]. B cBs3u
C BBILLIENIEPEYMCICHHBIM MOXHO CIIEJIaTh BHIBO O TOM, YTO
paHHee BBISIBJICHUE U COOTBETCTBYIOILIEE JIEUCHUE YIyd-
1IAI0T AOJTOCPOYHBII TPOTHO3.

CMepTHOCTD OLICHUBAETCS IIPUMEPHO B 5 % UTsI B3pO-
cibix 1 2 % s pereit. OCHOBHOI ITPUYMHOI JIETATbHOCTH
SIBJISIETCS KpoBousnusiHue [18, 33].

IIpencrapiseM onvcaHue KIMHUYECKOTO ClTydast Ha-
0y1ro1aeMOro HaMM MalueHTa.

KnuHuyeckum cnyyait

Manvuuk 8 nem, nabarodaemcs ¢ Hayuno-uccredosa-
MEeNbCKOM KAUHUMECKOM UHCMUmMYme neouampuu u 0emcKoli
xupypeuu um. akad. I0.E. Beavmuwesa (Mucmumyme Benb-
muujesa) 6 meueHue 7.1em ¢ OUACHO30M «He@ponamu4ecKuil
YUCMUHO3, UHDanmuabHas popma». B éozpacme 7 arem no-
ABUAUCH HCAN00bL HA NPUCMYNbL CRYMAHHOCMU CO3HAHUS
do 3—4 pa3 6 mecauy, orumenbHocmbvio 00 2 MuH, 8 8ude pe3-
Kol cunvHoil ougghysHoil 20106H0I 60U, MblULeHOU c1a60-
cmu, napecmesuil @ npasoil NOA0GUHe AUUA U PYKU C HOCAe-
OVIOWUM paszeumuem napesa npagoil pyku, KpamrkoepeMeHHoll
amakcuu, OMcpPOHeHHO20 BbINOAHEHUS KOMAHO, AeeKol Ou-
3apmpuu, OAUMeEAbHOU CAAOOCMU U COHAUBOCTUL.

Peberox om podcmeennoeo bpaka, HacaredcmeeHHOCHb
no uepebpo8acKyAsIPHOIL U NOYEUHOU NAMOAOUU He OMA20-
wena; om 1-it bepemennocmu, npomexkaeguiei 6e3 0cobeHHO-
cmeil, om 1-x gusuonsoeuueckux pooos, ¢ HOPpMANbHbIMU
macca-pocmosuimu nokazameaamu (macca meaa 4100 e
(75%0), dnuna 54 cm (75%o)). o 6 mec poc u pazeusancs
6 coomeemcmeuu ¢ eo3pacmuvimu nopmamu. C 7 mec nocae
nepeHeceHHOU 0Cmpoil KUWeuHOU UHpeKyuY pasguics cyo-
hebpurumem, OMMeHANUCy CHUNCEHUE ANNemuma u Maccol
mena, noauduncus, noauypus (7,9 a/m2/cym), moimeunas
2UNOMOHUS, 3a0epIHCKa MOMopHo2o pazeumus. Tlpu nepsu-
Hom obcaedosanuu 8 Uncmumyme Beavmuuwiesa 6 6o3pacme
1 200a y pebenxa umen mecmo credyroujuti CUMRIMOMOKOM-
naekc: 3a0epiucKa Qu3uHecKko2o pazeumus, paxumuyecKkue
deghopmayuu ckenema, MoluleuHas cUNOMOHUS, NOAUYPUS/
noauduncus u cunopom Pankornu 6 eude eunogocghamemuu,
MemaboauHeck02o ayuoo3a, 2UNOKAAUeMUU, AMUHOAUUOYPULL,
gochamypuu, entoko3ypuul u HUKOMOAEKYAAPHOL RPOMeU-
Hypuu. Tlpu opmansmockonuu 6 noaspusyrouem ceeme Obiau
BblAGACHBl KPANACHUS KPUCMAAN08 YUCMUHA 8 PO208UYe,
a maKice nogvlieHue KOHUeHMPAuUU UUCMUHA 6 AelKoyU-
max Kposu, ymo 6 cogoKynHocmu ¢ cunopomom Dankouu
N03680AUAO KAUHUMECKU OUASHOCIMUPOBAMb Y pebeHKa UHpAaH-
MUNBHYIO opMY Hepponamu4eckoeo WUCMUHO3a U UHUUUU-

DPOBAMb NAMO2EHeMUYECKYH) Mepanuro yucmeamura oumap-
mpamom U CUMNMOMAMUUECKYI0 Mepanur npenapamamu
Kxaaus, ghocgpopa, OuKapbOHAMOM, AKMUBHBIMU MEMAOOAUMA-
mu eumamuna D. B danvreiiuiem ouaznos Obin noomeepiicoen
pe3yavmamamu GHAAU3a Memooom NOAUMEPA3HOLl UenHoIl pe-
akyuu ¢ obpamnoii mpauckpunyueii cmpykmypol MPHK CTNS
8 Qubpobaacmax Kodicu, 8bla8UGUIe20 paHee He ONUCAHHYIO
deneyuio 6 como3uecomtom cocmosinuu 6 eene CTNS NC_0000
17.10:g.3545967 3555253del, p.(Glu21GhfsTerdS). Pesyavma-
Mbl ceepe2ayUoOHH020 AHANU3A NOKA3AAU 2eMePO3UOMHOe HO-
CUmMenbcmeo OaHHoIL Oeneyull Kaxcobim U3 pooumeneil.

Llucmuno3 — aymocomHo-peyeccusHas AU30CoOMAaNbHAs
00/1€3Hb HAKONACHUS, XaAPAKMePU3YHWAsAC HAKONAeHUeM
YUCMUHA 80 8CeX OP2AHAX U MKAHSX 8 pe3yabmame Mymauuii
eena CTNS (MIM: 606272; GenBank: NM_004937.2 17p13),
KOmopbulii KOOUpyem Au30COMAAbHbLI MPAHCNOPMep YUCMU-
Ha yucmunosun [19]. Hapywenue @ynkyuu yucmuHo3una
npueooUm K HaKONAEHUIO U KPUCMAAAUZAYUUU YUCMUHA GHY -
mpu AU30COM, YMO NPUBOOUM K ANONMO3Y U NOBPENCOeHUIO
miaHell 6o cex opeanax [ 10, 41]. Haubonee uacmoii u camoii
msxucenoil opmoil YUCmuHo3a A645emcss UHGAHMUAbHbLI
yucmunos (MIM: 2198500), komoputiii nposieasiemcs 6 mevenue
1-20 eoda xcusnu u npoepeccupyem 0o mepmMuHAAbHOL CMaouu
XPOHUYECKOIl noue4Hoil HedocmamouHocmu 8 1-e decamune-
mue ncusnu [19]. K axcmpapenanvhvim nposierenusm 3a00-
N€BAHUSL OMHOCAMCA 2UNOMUPE03, 2UN02OHAOUIM, UHCYAUH-
3A8UCUMbLI CAxXapHblll uabdem, CHUNCeHUe nUeMeHmayuu
KOXMCU U 8040C, NOPMANbHASA eUnepmen3usl, IK30KPUHHAS
HeAdoCmamo4HOCMb NO0XCeAYOOUHOU Jcene3nl, KarbUupuka-
Yusl KOPOHAPHBIX cOCY008, Memabdoaueckas 604e3Hb Kocmell,
nopasiceHue ueHmpaabHOUL HePBHOIL CLICMeMbl 8 8Ude ampoguu
KOpbl, KArbyu@uKkayuu 20106H020 M032a, CHUNCEHUS Hellpo-
KOCHUMUBHBIX (DYHKUUIL, G MAKIce 2eHeparlu308aHHOl 8AKY0-
AapHoil muonamuu [15].

Jluaenocmuka Heghponamuueckoeo YUCMUHO3a OCHOBbI-
8aemcs Ha 8biA6AeHUU XAPAKMEPHbIX CUMNINOMO8, 6KAHOHAS
cundpom Dankonu, omaoxiceHue KpUCManios YUCMuHa 8 po-
208ule, NOBblUeHUe YPOBHS UUCMUHA 6 NelKOYUMAax Kpoeu,
u namoeennvix eapuarmos 6 eene CTNS [15]. Paunss duae-
HOCMUKQ YUCMUHO3a UMeem peularoulee 3HaueHue 045 noay-
YeHUs MAKCUMANbHOU NPOPUAAKMUYECKOU U mepanesmute-
CKOIl N0b3bl OM NAMO2EHeMU1ecKoll mepanuu (UUCmeamuna
oumapmpam, yucmeamuHa 2uopoxiopud) 6 oMmHoOueHUuU
DEHANbHbIX U IKCMPAPEHANbHbIX NPOSABAeHUN 3a001e8aHUS
U OMOANEHHBIX OCAONCHEHULL.

Mo 7 aem cocmosiHue pebeHKa ocmasanocs CMadUubHbIM,
aKkmueHbix Jcanob He ommeuanocw. C 7 1em nosgeuaucs xea-
1006l HQ npucmynsl 8 gude pe3Koii cuabHoli OugghysHoll eo-
N08HOU 60AU, MblUe4HOl crabocmu, napecmesuil 6 npasoil
N0A08UHE AUYA U PYKU C NOCAeOYIOUUM pa3eumuem napesa
npaeoil pyKu, KpamkospemMeHHOl amaxKcuu, Omcpo4eHH020
BbINONHEHUSI KOMAHO, Ae2K0ll OU3apmpuil, OAUMenbHoll caabo-
cmu u coaueocmu. Camblii Oaumenvhwtil npucmyn (0o 1,5 4)
ommeuaics é dedrome 3abonesanus. Ilo mecmy yucumenvcmea
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DpebeHKy nposooualUch HOBMOPHbBIE OCMOMPbL Heapoaoea, He-
8P0A02UMECKOL CUMNMOMAMUKU 3AQUKCUPOBAHO He Obl0, NpU
nposedeHuU KOMIbIOMEPHOU MoMoepaguu 20108H020 M032d ¢
KOHmMpacmupoganuem (Ha 6-e cymku nocie nepgoeo npucmy-
na) OGHHbIX, YKA3bIGAIOWUX HA HAAUYUE 04A208bIX U 00BEMHbBIX
UBMEeHeHUIl, AHOMAAUU cOCY008, He NOAYUEHO.

IIpu nosmopnoii eocnumanuzayuu 6 Hncmumym Benv-
muuesa é go3pacme 8 nem, uepe3 1 200 om navasa npucmy-
nos, cocmosiHue pebeHKa pacyeHu8anocs KaKk cmaoduibHoe no
OCHOBHOMY 3a001€8AHUIN; COXPAHAAUCH 3a0epicKa usuue-
CK020 pa3sumusi, ymepeHHvle KOCMHble Oedhopmayuu; KoH-
YeHmpayus 1eKmpoiumos Kpogu, Kaivyui-gocgpoproe

4

U KUCAOMHO-0CHOBHOE COCMOsIHUe OblaU 8 HOpMe HA hoHe
npoeooduMoll cumnmomamuueckoi mepanuu. B Heeponoeu-
YeCKOM CIamyce U3MeHeHUll He 8bl8A[N0Ch, NCUXoperegoe
paseumue cOOmeemcmesano 603pacmy.

B c6a3u ¢ coxpansrowumucs npucmynami ¢ 4acmomoii
0o 3—4 pa3z 6 mecay, ONUMenbHOCHb KOMOPbIX 8 CPeOHEM CO-
cmaensing 2 MuH, 045 eepugukayuu duaeHo3a nompedo8ancs
wupokuil ouggepeHyUaIbHO-0UaeHOCMUYECKUl NOUCK 045
UCKAIOHEHUS MAKUX COCMOSHUIL, KaK SnUlenmu4ecKue napok-
CUBMbL, 8epMUR0, 2eMUNAeUMECKAs MUSPEeHb, MemadoautecKue
(eunonampuemuyeckue) cyoopoeu, 6a3unspHas MuepeHs, MmpaH-
3umophvie uwemuueckue amaxu (maoa. 1) [1, 16, 26, 47].

Taoauna 1. OcrogHbie cumnmomvi 3a601€6aHULL, PACCMAMPUBAEMBIX NPU NPOBeOeHUl OUPpepeHUUaIvHo20 OuazHo3a

Table 1. Main symptoms of diseases considered in differential diagnosis

Disease

Bepturo (mo6pokauecTBeHHOE
MapoKCU3MaJIbHOE FOJI0BO-

KpYy>XEeHUe)
Vertigo (benign paroxysmal vertigo)

[emMunnernyeckass MUTpeHb
Hemiplegic migraine

baszunsipHas MurpeHb
Basilar migraine

DNuU30auYecKre aTaKCUN
Episodic ataxias

Meraboanueckue
(TMIOHATPUEMUYECKIE)
CyIOpOTH

Metabolic (hyponatremic) seizures

Symptoms

BHesanHoe cucreMHoe TOJIOBOKPYXECHUE, aTaKCus, 6J'ICJIHOCTI: KOZKHBIX ITIOKPOBOB, HUCTArM,
MOCJIEAYIOIINIA COH, BOBMOXHA PBOTA, TOJIOBHBIE 00N OOBIYHO OTCYTCTBYIOT. [ TMTETEHOCTD
J10 HECKOJIbKUX MUHYT
Sudden systemic dizziness, ataxia, pale skin, nystagmus, subsequent sleep, vomiting is possible,
headaches are usually absent. Duration up to several minutes

3puTesbHast, CIlyxoBasi, CCHCOpHAsI WK pedeBast aypa, MyTbCUPYIOIast OMHOCTOPOHHSIS
TOJIOBHAs 00JIb, YyBCTBO MOKAJIBIBAHUS B pyKe, pacIIpOCTPaHSIIOIIEeCsI BBEPX 0 PYKe, OHEMe-
HHE Ha 0)1H0171 CTOPOHE T€Ja, CJIadOCTh MJIN Iapajainy O,Z[HOfI CTOPOHKEI T€J1a, MOTEPA paBHOBE-
CHS$1, TOJIOBOKPYXKEHUE, TOLIHOTA WJIN PBOTA, IIOTEPS CO3HAHUS
Visual, auditory, sensory, or speech aura, throbbing one-sided headache, tingling sensation in the hand that
spreads up the arm, numbness on one side of the body, weakness or paralysis on one side of the body, loss
of balance, dizziness, nausea or vomiting, loss of consciousness

JluzapTpusi, TOJIOBOKPYKEHHUE, IIIYM B YIlIaX, TUIOAKY3Usl, IUILIOINNS, aTaKCUsl, TOHUKEHHBIN
YPOBEHb CO3HAHMSI, TOJIOBHAsI 00JIb, Yallle B 3aTbIOYHON obmactu. [1o kpaitHeit Mepe
1 cumnTom aypbl pa3BUBACTCA IIOCTCIICHHO B TCUCHUEC 5 n bojee MMHYT. I[Ba U 0oJiee CUMITTOMA
BO3HHUKAIOT II0CIe0BaTENbHO. KaXIbIil OTAEIBHBIA CUMIITOM ayphl JUIMTCS 5—60 MUH.
ITo kpaitHeit Mmepe 1 cuMnTOM aypbl OMHOCTOPOHHMIA
Dysarthria, dizziness, tinnitus, hypoacusis, diplopia, ataxia, decreased level of consciousness, headache,
most often in the occipital region. At least one aura symptom develops gradually over 5 or more minutes.
Two or more symptoms occur sequentially. Each individual aura symptom lasts 5—60 min. At least one aura
symptom is unilateral

Tun 1: kpaTKOBpeMEHHbBIE SMU30/bl MO3KEUYKOBOI aTaKCUH, TOIIHOTA, PBOTA, FOJIOBOKPY-
JXKEeHUE, TU3apTpusl, TATUIONHS. JITUTeIbHOCTh OT HECKOJIBKMX CEKYHII 0 9acoB. YacTora 1o
10—15 pa3 B cytku. Y 50 % manueHToB HaOII0Al0TCSI MUOKMMHM B MEXITPUCTYITHBIM TTEPUO.
Tum 2: mpoBOKaIWsI MPUCTYIIOB (CTpecc, KoderH, puznmueckast Harpy3Ka). ATaKCHsI, TOJIOBO-
KpPY>XEHHUE, TOITHOTA, pPBOTA, TPAH3UTOPHASI TEMUILIETHS, IUTUIONUS, IU3aPTPUsl, HUCTArM,
nuddysHas MplieuHas caaboctsb. COnpoBoXIaETCs MPUCTYIIOM MUTPeHU y 50 % MalueHTOoB.
JImITeTbHOCTh OT HECKOJIBKMX YaCOB 10 HECKOIBKUX THEM
Type 1: short-term episodes of cerebellar ataxia, nausea, vomiting, dizziness, dysarthria, diplopia.
Duration from a few seconds to hours. Frequency up to 10—15 times a day. Myokymia is observed
in the interictal period in 50 % of patients.

Type 2: provocation of attacks (stress, caffeine, physical activity). Ataxia, dizziness, nausea, vomiting,
transient hemiplegia, diplopia, dysarthria, nystagmus, diffuse muscle weakness. Accompanied by a migraine
attack in 50 % of patients. Duration from several hours to several days

BunarepanbHble TOHMKO-KJIIOHMYECKHE CYIOPOTH, HO IIPUCTYIIBI MOTYT OBITH (DOKAIBbHBIMU,
COIPOBOXKIIAIOTCSI FTOJIOBHOM 00JIbIO, 3aTOPMOXKEHHOCThIO, JieTaprueit. J1o/kHa ObITh BbISIBIICHA
CBAI3b C BJIEKTPOJIUTHBIMUA HAPYLIEHUSIMUA
Bilateral tonic-clonic seizures, but attacks may be focal, accompanied by headache, lethargy, retardation.
A link with electrolyte disturbances should be identified
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Disease

4

Okonuarue maon. 1
End of table 1

Symptoms

OO611IeMO3rOBEIE CUMITTOMBI (TOJIOBHAST 00JTb, TOITHOTA, CITYTAHHOCTh/TIOTePsT CO3HAHMSI) +
oyaroBasi HeBpOJOruyeckasi CMMIITOMaTrKa (acas3us, Iu3apTpus, mapessl). Jaure1bHOCTh

TpaH3uTopHbIE UILIEMUYECKHE
aTaku
Transient ischemic attacks

OT 1—2 MMH 10 24 4 C TOJTHBIM BOCCTaHOBJIEHUEM (hYHKLIMI, MOXET COIPOBOXAATLCS JIETKOM
OpPraHNYeCKOM CUMIITOMAaTAKOMN
General cerebral symptoms (headache, nausea, confusion/loss of consciousness) + focal neurological

symptoms (aphasia, dysarthria, paresis). Duration from 1—2 minutes to 24 hours with full restoration
of functions, may be accompanied by mild organic symptoms

Onutericust
Epilepsy

OnuenTrdopMHast aAKTUBHOCTD 1 3JIEKTPOHIIe(haorpachudecKre maTTepHbI TPUCTYITOB
Epileptiform activity and electroencephalographic patterns of seizures

IIpoananu3suposas ece 603mModiICcHbIe BAPUAHMbL, MbL NPU-
WAU K 8618600y, YMO OCHOBHOU NPUHUHOU OaGHHbBIX COCMOSAHULL
Moeau Obimb cUNOHAMPUEMUecKUe cyoopoeu, SNUNeNCUs U
MPaH3UMopHble uemuuecKue amaxu.

B césa3u ¢ Haruuuem y pebeHKa 21eKmpoAUmHbIX HAPY-
wenuil Ha hoHe 0CHOBHO2O 3a001e8aHUs 8 NePEYo 04epedb
UCKANHANUCH cUNOHAmMpUemuueckue cyoopoeu.

HUzmenenus yposHs nampust U 0CMOAAPHOCMU KPOBU MO-
2ym npueodums K 3Hyegaronamuu, 3aKA04aruelics 8 de-
npeccuu HelpoHANbHOU AKMUBHOCMU U NPOSBAAIWEICA 20-
/108HOIL 001610, 3AMOPMONCEHHOCMbIO U Aemapeuell, 00bI4HO
COUEMAIOWUMUCA ¢ NPUSHAKamu 6030youmocmu. [lpucmynu,
B03HUKaKOWUe ¥ NAYUEHMO8 C HAPYUWEHUAMU HAMPUEBO2O
00MeHa, eunokanvyuemueil, eunomaesHesuemueil, 00bi4Ho ee-
Hepanu308anHble, MOHUKO-KAOHUYECKUe, HO MAKice MO2ym
obims ghokanvHbiMu [3, 5, §).

Y naweeo nayuenma npu nposedeHuu OUOXUMUHECKO20
aHanu3a Kposu sUunoOHampuemuy He Obi10 8blsBAEHO; MAKUM
obpazom 0bL10 NOOMEePIHCOeHO OMCYymcmaue Cesa3uU Mexlcoy
2NEKMPOAUMHBIMU HAPYWEHUSMU U CYOOPOaMU.

B kauecmee caedyroujeti npuuuHsL napokcuzma dviaa pac-
CMOMpeHa INUNENCUS.

Pebenky 6vin nposeden sudeoanekmposHyegdaroepagu-
Yeckuii MOHUMopuHe. B konye npobul ¢ eunepsenmunsyuei
Manb4UK HaYan naaKamo, NOJNCAN0BAACA HA 20A08HYH 00,
CO3HAHUe He OblA0 HAPYUWeHo, 08UeamenbHas aKmMUgHOCMb
COXpausaacy 6 noaHom obseme. B meuenue 40 ¢ pebenox
yenoxouncs. Tlosmopruiii 3nu300 npousoulen 8 nepuooe nocH-
2UNEPEEHMUAAYUU, C PA3GUMUEM NAPAAUMA 8 NPABOLl pYKe,
npuU 3MoM CO3HAHUe He ObLI0 HapyUueHO, peub Oblaa HOPMALb-
Hoil. IlpodoaxcumenvHocms 3nu300a — 0o 2 MuH ¢ nocaedy-
HOWUM NOCMENneHHbIM 80CCMAH08AeHUeM (YHKUUU PYKU
6 meuerue 30—40 c. Ha anexkmposnyegparoepamme 6o epems
3ape2ucmpupo8anHvlx coobimuil coxpansniace ouggysnas
MeONeHHOBOAHO8AS AKMUBHOCIYb ¢ AKUEHMOM 6 nepeoHux
omadenax; INUAeNMUGOPMHOU AKMUBHOCMU U INEKMPOIHYe-
panoepaghuueckux nammeprHog NPUCMYN08 He 3apeLucmpu-

posano. Taxum obpazom, duazHos snusencuu Obia UCKAIOYEH.
C yuemom cuMnmomMamuxu npeonoaaeaiocs, Ymo ¢ Hauboab-
uieli 6epOSMHOCMbIO OAHHbIE COCMOSHUS ABAANUCH NPOSBAe-
HUeM MpaH3umMOpHbIX UeMUYeCKUX amak, 6 cés3u ¢ 4em
pebenky ovira npogedena MPT eonoenoeo mo3ea — npu Ha-
MUBHOM UCCAEO08AHUU 20108HO20 MO32a 8 CMAHOAPMHBIX
UMRYAbCHBIX NOCACO08AMEALHOCMAX NAMOA0SUYECKUX UMe-
HeHUl He bls8EHO.

Bmopusim smanom uccaedosanus 6vi10 npogederue dec-
Koumpacmuoii MPA 201061020 M03ea: 8U3YaANU3UPOBANUCH
MHOMcecmeenHble uzgumote meaxue (1,0—2,0 mm) cocydu-
cmble CMPYKmypbl 8 001acmu ROOKOPKOBbIX CMPYKMYp, eU-
nomanamyca, ceemenmog A1 nepednux mo3eo6vix apmepui,
ceemenmos M1 cpedHux mo3208bix apmepuii, ceemMeHmos
P1u P23a0dnux moseosevix apmepuii. Boiseaenvt M P-npusna-
KU OKKAHO3UOHHO20 COCYOUCMO20 3a001e8aHUSL, C NpeUuMYyuje-
CMBEHHBIM NOPAMNCEHUEM KAUHOBUOHBIX U CYNPAKAUHOUOHBIX
ceeMeHmos 00eux 6HympeHHUX COHHbIX apmepuil, a makice
apmepuii surauzuesa kpyea (BMM vuau CMM, cmaous 111
no J. Suzuki). MP-aneuoepaguueckue npusHaxKu CHUMCeHUs
Kposomoka u nepghy3uu 6 baccelinax neewix nepeoreii u cpeo-
Hell M03208bix apmepuil npusedersi Ha puc. 1.

Puc. 1. beckonmpacmuas MacHUMHO-pe30HAHCHAs AHUOPADUS 20108HO20
Mmo3ea

Fig. 1. Non-contrast magnetic resonance angiography of the brain
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Puc. 2. Ampogus kopei 201061020 MO32a npU YUCMUHO3e

Fig. 2. Atrophy of the cerebral cortex in cystinosis

Bbisieaennvie no dannoim M PA uamenenus cocydog eonoe-
H020 M032a y pebeHKa ¢ HeponamuuecKum UUCMUHO30M,
KOmopblii 516151emcst AU30COMANbHOU O0AE3HbI0 HAKONACHUS.
¢ NOAUCUCMEMHBIM NOPANCCHUEM, 8 MOM YUCAE U 20108HO20
Mo3ea, nompebosanu OuppepeHyUarbHo20 AHAAU3A NepPeUu-
nocmu (BMM) uau emopuunocmu (CMM) danubix usmerne-
Huil. /s nayuenmos ¢ Heghponamuueckum YucmuHo3om (KaK
npasuno, 83pOCablX) XapaKmepHul cAedylouue U3MeHeHUs Co
CMOPOHbL HEPBHOUL CUCEMbI.:

SHUeparonamus;

ampogus Kopbl 201081020 Mo32a (puc. 2);
Kanbyupukayus 201061020 Mo32a;

GHYMPUHEPENHAsi 2UNePMEH3UsL;

CHUMICEHUe HellpoKoeHUMUGHbIX (yriyuil — 29 %,
cydopocrubtii cundpom — 11 %;

Oepexmor namamu — 17 %;

MO3XCEUK08bLe U NUPAMUOHBIE NPUSHAKU,
2eHepaNu306anHas eakyoasapuas muonamus — 50 %
(puc. 3);

npoepeccupyrouas Molule4Has caabocmo,

* pecmpuxkmusHble dvixamenvhvle HapyueHus — 69 %;
* Jucpacusa — >60 % [44].

Puc. 3. lenepasusosannas eaxyonrapruas muonamus

Fig. 3. Generalized vacuolar myopathy

Ananuz aumepamypol He 8bisI8UA HU 00HO20 ONUCAHUSL
couemanus Hepponamuueckoeo yucmuroza u CMM, umo
N0360AUN0 HAM NPEONOAONCUMb HAAUYUE Y HAWE20 NAUeHMA
couemanus 2 Kpaiite pedKux cocmosHuil: yucmurnoda u bMM
(cmadus 111) ¢ ocroxnchenuem 6 8ude mpaH3umopHbvix SNU30-
008 HapYUeHUsL M032068020 KPOBOOOPAUEHUSL.

Pebenok bbi1 KoHcyabmuposan Hetipoxupypeom 8 Hayuo-
HAAbHOM MEOUUUHCKOM UCCAe008AMENLCKOM UeHMpPe Hellpo-
xupypeuu um. akad. H H. Bypdenko 0as pewenus eonpoca
00 onepamueHom AeHeHulU.

B pamkax npedonepayuonnoeo 06cae008anuUs NOBMOPHAS
MPT 2on06H020 mo3ea u MPA ebissuru KkapmuHy cyyiceHus
UHMPAKPAHUANHBIX CC2MEHMO8 HYMPEHHell COHHOU apme-
puu ¢ 2 cmopoH, pacuuperus no360HOUHbIX, OA3UAAPHBIX,
3A0HUX COeOUHUMENbHBIX U NUAAbHBIX cOcy008. OOHapydiceH
nep@y3uonnuiii degpuyum 11 cmenenu ¢ 2 cmopou no 0aHHbIM
ASL-nepghy3uu.

Yepes 17 mec om mMomenma nosieaeHus nepeoeo NpUCMyna
pebeHKy Obii0 nPOBeOeHO XUpypeuHeckoe AeHeHue — SMantas
KOMOUHUPOBAHHAS PeBACKYAAPUIAUUSL 000UX NOAYULAPULL 20106~
HO20 M032a (CO30aHUe IKCMPA-UHMPAKPAHUAALHO20 AHACHMOMO-
3a mexcdy N00HOI 6emEbl0 NOBEPXHOCHHOU GUCOUHOU apmepul
U cpeoHeil BUCOHHOIL KOpK0BoiL semebio M4 bacceiina cpedHeii Mo3-
206011 apmepulU c1e8a, dHueano-0ypo-mMuoCUHAH2UO3 C1e6a).

Ha 2-e cymku nocae onepayuu nposedena MPT 20106-
H020 M032a: NOCAeONEePAUUOHHbIE U3MEeHeHUs 0e3 NPUBHAK08
XUPYPSUHECKUX OCAONCHEHULL.

B meuenue eoda nocae xupypeuueckoeo aeverus y pebem-
Ka He Haba0anoch NPUCMYNO08, HEBPOAOUMECKUI CIAmYC
be3 ocobenHocmell.

[IpencraBiaeHHOE KIMHUYECKOE HAOMIOICHNE TEMOH-
CTpUpPYET TPYIHOCTU AuddepeHIMaibHON TMarHOCTUKU
MPUYUH PAa3BUTUS MIPUCTYIIOB CITYyTAHHOCTU CO3HAHUS,
a TaKkKe MIePBUYHOTO WJIM BTOPUYHOTO XapaKTepa COCYI -
CTBIX M3MEHEHUI TOJJOBHOTO MO3ra, aCCOLMUPOBAHHBIX
¢ BMM unu CMM. Ilocne aHaiau3a BEpOSITHBIX U3MEHE-
HUI CO CTOPOHBI LICHTPAJbHOW HEPBHOM CHCTEMBI
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U3MEHEHUW, U TIpU HaOJIIOIEHU Y JAHHOTO IMalieHTa Mbl
CTOJIKHYJIMCH C 2 He3aBUCUMBIMU COCTOAHUAMU, YTO I10-
Tpe6OBa.HO KOMaHOHOTO Ioaxoaa K OIpeaACICHUIO TaKTU -
KU JIeUeHUs U JaJbHEeHUIero HaooaeHs.

1. Benoycosa E./I., Brmonasen [1.B. Dnusoauyeckue arakcuu. Tpyn-
HbIii manueHT 2006;37—41. JocrymHo mo: https://cyberleninka.ru/
article/n/epizodicheskie-ataksii/viewer.

Belousova E.D., Vlodavets D.V. Episodic ataxia. Trudnyy patsient =
Difficult Patient 2006;37—41. (In Russ.).

2. Ecun PI., Ucaesa FO.H., TopoGeu E.A. u np. Bosie3Hb MosIMOSI.

KypHai HeBponoruu u rnicuxuatpuu 2016,(4):74—8.

DOI: 17116/jnevro20161164174-78

Esin R.G., Isaeva Yu.N., Gorobets E.A. et al. Moyamoya disease.
Zhurnal nevrologii i psikhiatrii = Journal of Neurology

and Psychiatry 2016;(4):74—8. (In Russ.).

DOI: 17116/jnevro20161164174-78

3. enepkuna U.0., Opnosa K.A., KontyHnos U.E. u np. CinoxHo-
ctv tubepeHITNANTBHON IMaTHOCTUKY STTUJICTITUIECKUX Y THITO-
KaJIbITMEMIYECKUX CYIOPOT Y eTell 1 monpocTkoB. HeBpomorust,
Helporcuxuarpus, cuxocomarnka 2018;10(1S):66—74.

DOI: 10.14412/2074-2711-2018-1S-66-74

Shchederkina 1.0O., Orlova K.A., Koltunov I.E. et al. Difficulties
in differential diagnosis of epileptic and hypocalcemic seizures
in children and adolescents. Nevrologiya, neyropsikhiatriya,
psikhosomatika = Neurology, Neuropsychiatry, Psychosomatics
2018;10(1S):66—74. (In Russ.).

DOI: 10.14412/2074-2711-2018-1S-66-74

4. Arias E.J., Derdeyn C.P., Dacey R.G.Jr., Zipfel G.J. Advances
and surgical considerations in the treatment of moyamoya disease.
Neurosurgery 2014;74:S116. DOI: 10.1227/NEU.0000000000000229

5. Beghi E., Carpio A., Forsgren L. et al. Recommendation for a
definition of acute symptomatic seizure. Epilepsia 2010;51:671—5.
DOI: 10.1111/j.1528-1167.2009.02285

6. Brosius S.N., Vossough A., Fisher M.J. et al. Characteristics
of moyamoya syndrome in pediatric patients with neurofibromatosis
type 1. Pediatr Neurol 2022;134:85.

DOI: 10.1016/j.pediatrneurol.2022.05.013

7. Carlson C.B., Harvey EH., Loop J. Progressive alternating hemiplegia
in early childhood and basal arterial stenosis and telangiectasia
(moyamoya syndrome). Neurology 1973;23:734.

DOI: 10/1212/wnl.23.7.734

8. Castilla-Guerra L., del Carmen Fernandez-Moreno M.,
Lopez-Chozas J.M., Fernandez-Bolanos R. Electrolytes
disturbances and seizures. Epilepsia 2006;47(12):1990—8.

DOI: 10.1111/j.1528-1167.2006.00861

9. Cerrato P, Grasso M., Lentini A. et al. Atherosclerotic adult moya-
moya disease in a patient with hyperhomocysteinaemia. Neurol
Sci 2007;28:45. DOI: 10.1007/10072-007-0748-6

10. Cherqui S., Courtoy P.J. The renal Fanconi syndrome in cystinosis:
Pathogenic insights and therapeutic perspectives. Nat Rev Nephrol
2017;13:115-31. DOI: 10.1038 /nrneph.2016.182

11. Chie N., Takeshi M., Ryo U. et al. Moyamoya disease with epileptic
nystagmus: A case report. J Clin Neurosci 2019;70:251—4.

DOI: 10.1016/j.jocn.2019.08.069

12. ChoiJ.U., Kim D.S., Kim E.Y., Lee K.C. Natural history of moyamoya
disease: Comparison of activity of daily living in surgery
and non surgery groups. Clin Neurol Neurosurg 1997;99(Suppl 2):
S11-8. DOI: 10.1016/s0303-8467(97)00033-4

CBoeBpeMeHHas1 BepuduKallys [MarHo3a v ycreurHoe
XUPYPrU4eCcKOoe JIeUeHYe MO3BOJIMIN HE TOJIbKO YIYUIIUTh
JATbHEHAILINIA IIPOTHO3 TeYeHHUsI 3a00JIEBAHUS, HO U TIOBBI-
CUTb Ka4eCTBO XM3HHM IMallMeHTa 3a CYET KyIUPOBAHUS
SITU300B UILEMUHU FOJIOBHOTO MO3Ta U MPeI0TBPAIeHUS
(hopMuUpOBaHUS HEBPOJOTMYECKOTO AeULINTA.

13. Czartoski T., Hallam D., Lacy J.M. et al. Postinfectious
vasculopathy with evolution to moyamoya syndrome.
J Neurol Neurosurg Psychiatry 2005;76:256—9.
DOI: 10.1136/jnnp.2004.041046

14. Duan L., Wei L., Tian Y. et al. Novel susceptibility loci
for moyamoya disease revealed by a genome-wide association study.
Stroke 2018;49:11—8. DOI: 10.1161/strokeaha.117.017430

15. Emma F., Nesterova G., Langman C. et al. Nephropathic cystinosis:
an international consensus document. Nephrol Dial Transplant
2014;29(4):87—94. DOI: 10.1093/ndt/gfu090

16. Filippopulos EM., Schnabel L., Dunker K. et al. Episodic ataxias
in children and adolescents: Clinical findings and suggested
diagnostic criteria. Front Neurol Sec Pediatric Neurology
2022;13:24. DOI: 10.3389/fneur.2022.1016856

17. Frechette E.S., Bell-Stephens T.E., Steinberg G.K., Fisher R.S.
Electroencephalographic features of moyamoya in adults.
Clin Neurophysiol 2015;126:481. DOI: 10.1016/j.cliph.2014.06.033

18. Fung L.W., Thompson D., Ganesan V. Revascularisation surgery
for paediatric moyamoya: A review of the literature. Childs Nerv
Syst 2005;21(5):358. DOI: 10.1007/s00381-004-1118-9

19. Gahl WA, Thoene J.G., Schneider J.A. Cystinosis. N Engl ] Med
2002;347:111-21. DOI: 10.1056/NEJMra020552

20. Guidelines for diagnosis and treatment of moyamoya discase
(spontaneous occlusion of the circle of Willis). Neurol Med Chir
(Tokyo) 2012;52(5):245—66. DOI: 10/2176/nmc.52245

21. Gupta M., Choudhri O.A., Feroze A.H. et al. Management
of moyamoya syndrome in patients with Noonan syndrome.
J Clin Neurosci 2016;28:107—11. DOI: 10.1016/j.jocn.2015.11.017

22. Ihara M., Yamamoto Y., Hattori Y. et al. Moyamoya disease:
Diagnosis and interventions. Lancet Neurol 2022;21:747—58.
DOI: 10/1016/S1474-4422(22)00165-X

23. Ikeda H., Sasaki T., Yoshimoto T. et al. Mapping of a familial
moyamoya disease gene to chromosome 3p24.2—p26. Am J Hum
Genet 1999;64:533—7. DOI: 10.1086/302243

24. Imaizumi M., Nukada T., Yoneda S. et al. Tuberous sclerosis with
moyamoya disease. Case report. Med J Osaka Univ 1978;28:345—53.

25. Inoue TK., Ikezaki K., Sasazuki T. et al. Linkage analysis of moyamoya
disease on chromosome 6. J Child Neurol 2000;15:179—82.
DOI: 10.1177/088307380001500307

26. Irene T., Francesco B. First attack and clinical presentation
of hemiplegic migraine in pediatric age: A multicenter retrospective
study and literature review. Front Neurol 2019;10:1079.
DOI: 10.3389/fneur.2019.01079

27. Jea A., Smith E.R., Robertson R., Scott R.M. Moyamoya syndrome
associated with Down syndrome: Outcome after surgical
revascularization. Pediatrics 2005;116:694.
DOI: 10.1542/peds.2005-0568

28. Jia Lu., Qing X., Tuanfeng Y. et al. Electroencephalographic
features in pediatric patients with moyamoya disease in China.
Rong Wang Chinese Neurosurg J 2020;6:3
DOI: 10.1186/s41016-019-0179-2

29. Kamada E, Aoki Y., Narisawa A. et al. A genome-wide association
study identifies RNF213 as the first moyamoya disease gene.
J Hum Genet 2011;56(1):34—40. DOI: 10.1038/jhg.2010.132



pssi' IIETCKOM
HEBPOAOT UM

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

Kang H.S., Kim J.H., Phi J.H. et al. Plasma matrix metalloproteinases,
cytokines and angiogenic factors in moyamoya disease. J Neurol
Neurosurg Psychiatry 2010;81:673. DOI: 10.1136/jnnp.2009.191817
Kaoru Sakurai K., Horiuchi Y., Ikeda H. et al. A novel susceptibility
locus for moyamoya disease on chromosome 8q23. J Hum Genet
2004;49:278. DOI: 10/1007/s10038-004-0143-6

Kawai M., Nishikawa T., Tanaka M. et al. An autopsied case

of Williams syndrome complicated by moyamoya disease. Acta
Paediatr Jpn 1993;35:63. DOI: 10.1111/j1442-200x.1993.tb03009
Kim S.K., Seol H.J., Cho B.K. et al. Moyamoya disease among
young patients: Its aggressive clinical course and the role of active
surgical treatment. Neurosurgery 2004;54(4):840.

DOI: 10.1227/01.neu.0000114140.41509.12

Kitano S., Sakamoto H., Fujitani K., Kobayashi Y. Moyamoya
disease associated with a brain stem glioma. Childs Nerv Syst
2000;16:251-5. DOI: 10.1007/s003810050508

Lee S.J., Ahn J.Y. Stenosis of the proximal external carotid artery

in an adult with moyamoya disease: Moyamoya or atherosclerotic
change? Neurol Med Chir (Tokyo) 2007;47:356—9.

DOI: 10.2176/nmc.47.356

Lee S., Rivkin M.J., Kirton A. et al. Moyamoya disease in children:
Results from the international pediatric stroke study. J Child Neurol
2017;32:924-9. DOI: 10.1177/0883073817718730

Meyer S., Zanardo L., Kaminski W.E. et al. Elastosis perforans
serpiginosa-like pseudoxanthoma elasticum in a child with severe
moyamoya disease. Br J Dermatol 2005;153:431.

DOI: 10.1111/j.1365-2133.2005.06658

Mineharu Y., Takenaka K., Yamakawa H. et al. Inheritance pattern
of familial moyamoya disease: Autosomal dominant mode and
genomic imprinting. J Neurol Neurosurg Psychiatry 2006;77:1025.
DOI: 10/1136/jnnp.2006.096040

Nijasri Charnnarong S., José B., Nordli D. et al. Moyamoya disease
and moyamoya syndrome: Etiology, clinical features, and diagnosis.
Available at: https://pro.uptodatefree.ir/Show/1131.

Nzwalo H., Santos V., Gradil C. et al. Caucasian familial moyamoya
syndrome with rare multisystemic malformations. Pediatr Neurol
2013;48:240—3. DOI: 10.1016/j.pediatrneurol.2012.11.009

ORCID aBtopos / ORCID of authors

A.M. IusoBaposa / A.M. Pivovarova: https://orcid.org/0000-0002-7520-1072

C.B. IManmuxx / S.V. Papizh: https://orcid.org/0000-0001-6459-2795
J1.0. Kazakos / D.O. Kazakov: https://orcid.org/0000-00033071-578X
3.K. l'opuxanosa / Z.K. Gorchkhanova: https://orcid.org/0000-0001-9286-7805

N.A. MenbHukos / [.A. Melnikov: https://orcid.org/0000-0002-2910-3711

4

—_

42.

43.

44.

45.

46.

47.

48.

49.

50.

5

—

4

. Park M., Helip-Wooley A., Thoene J. Lysosomal cysteine storage

augments apoptosis in cultured human fibroblasts and renal tubular
epithelial cells. J Am Soc Nephrol 2002;13:2878—87.

DOI: 10.1097/01.asn.0000036867.49866.59

Rocha R., Soro ., Leitdo A. et al. Moyamoya vascular pattern

in Alagille syndrome. Pediatr Neurol 2012;47:125.

DOI: 10.1016/jpediatrneurol.2012.04.014

Scott R.M., Smith E.R. Moyamoya disease and moyamoya
syndrome. N EnglJ Med 2009;360:1226.

DOI: 10.1056/NEJMra0804622

Servais A., Saitovitch A., Hummel A. et al. Central nervous system
complications in adult cystinosis patients. J Inherit Metab Dis
2020;43(2):348—56. DOI: 10.1002/jimd.12164

Smith E.R., Scott R.M. Spontaneous occlusion of the circle

of Willis in children: Pediatric moyamoya summary with proposed
evidence-based practice guidelines. A review. J Neurosurg Pediatr
2012;9:353. DOI: 10.3171/2011.12.PEDS1172

Spengos K., Tsivgoulis G., Toulas P. et al. Hyperventilation-
enhanced chorea as a transient ischemic phenomenon in a patient
with moyamoya disease. Eur Neurol 2004;51:172.

DOI: 10.1159/000077665

Sui-yi X., Hui-Juan L., Jing H. et al. Migraine with brainstem
aura accompanied by disorders of consciousness. J Pain

Res 2021;14:1119-27. DOI: 10.2147/JPR.S305483

Teo M., Johnson J.N., Bell-Stephens T.E. et al. Surgical outcomes
of Majewski osteodysplastic primordial dwarfism type 11

with intracranial vascular anomalies. J Neurosurg Pediatr 2016;
25:717. DOI: 103171/2016.6.PEDS16243

Tokug G., Minareci O., Yavuzer D. et al. Moyamoya syndrome

in a child with hyperphosphatasia. Pediatr Int 1999;41:399.
Yamada I., Himeno Y., Matsushima Y., Shibuya H. Renal artery
lesions in patients with moyamoya disease: Angiographic findings.
Stroke 2000;31:733. DOI: 10/1161/01.str.31.3.733

. Yonggang M., Meng Zh. Risk factors for epilepsy recurrence

after revascularization in pediatric patients with moyamoya disease.
J Stroke Cerebrovasc Dis 2018;26:740—6.
DOI: 10.1016/j.jstrokecerebrovasdis.2017.06.012

KondumkT unTEpecoB. ABTOPHI 3as1BJISIOT 00 OTCYTCTBUU KOH(IUKTA UHTEPECOB.
Conlflict of interests. The authors declare no conflict of interest.

®unancuposanue. PaboTa BHIMOIHEHA 6€3 CITOHCOPCKOM TMOIIEPXKKU.
Funding. The work was performed without external funding.

Co0ii0/1eHue MpaB NANMEHTOB U MPABWI OMOITHKH. PomuTe i manyeHTa noanucaiv MHGOPMUPOBAHHOE CoTJlacke Ha MyOIMKAIUIO eT0 TaHHBIX.
Compliance with patient rights and principles of bioethics. Parents of patient signed an informed consent for the publication of his data.

Crartps nocrymuna: 23.05.2024. Ipunsra k my6amkamum: 21.10.2024. OnyosmkoBana onnaiin: 23.01.2025.
Article submitted: 23.05.2024. Accepted for publication: 21.10.2024. Published online: 23.01.2025.

1

KIWHUYECKUE HABNIAEHNA



KIWHUYECKUWE HABNIWAEHNA

52

s IIETCKOM 4
HEBPOAOT UM

DOI: https://doi.org/10.17650/2073-8803-2024-19-4-52-57 m:c BY 4.0

CuHApOM 3aAePIKKN UHTENNEKTYaIbHOrO Pa3BUTUA
C BPOXKAeHHbIMU aHOManuAMM 99-ro Tuna,
OrpaHUYeHHbIN XeHCKuM nosiom (OMIM: 300968),
o6ycnoBneHHbIN HOBOW MyTauuen B reHe USPI9X

A.IIIL. JIaTtemos, E.B. ITpockypuna, O.I1. Cugoposa, .A. Bacunenko, /I.B. Kaccmna, M.C. Bynak

T'BY3 MO «Mockoeckuii 06aacmHoil HayuHo-uccredosamenvckuil kKaunuueckui uncmumym um. M.®D. Bradumupckoeo»; Poccus,
129110 Mockea, ya. lllenkuna, 61/2

KonTakTtbli: OnbraMetposHa Cugoposa sidorovaop2019@mail.ru

CMHAPOM 33AePXKKU MHTENNEKTYaNbHOro Pa3BUTUA C BPOXAEHHBIMU aHOMANUAMK 99-ro TUNA, OFPaHUYEHHbIN XEHCKUM
nonom (OMIM: 300968), — 370 X-cLienneHHOe JOMUHAHTHOE HapYLIEHUE Pa3BUTUSA LLEHTPAIbHON HEPBHOI CUCTEMBI, XapaK-
Tepu3yiolLeecs 3aepiKKoi NCUXOMOTOPHOTO Pa3BUTUA U NErKOW UMM YMEPEHHON YMCTBEHHOM OTCTaNnocTbio.

B cTaTbe npefcTaBneH KNTMHUYECKUIA ClyYail NaLWMeHTKN 2 NeT 8 MeC C CUHAPOMOM 3aJiePIKKN MHTENNEKTYaNbHOro pa3BUTUA
C BPOXAEHHbIMU aHOMANMAMU 99-ro TMNA, OrpaHUYEHHbIM eHCKuM nonom (OMIM: 300968), 06ycNOBAEHHbIM reTepo3u-
FOTHbIM HOCUTENbCTBOM paHee He OMWCAHHOrO NaTOreHHOro BapuaHTa CO CABUIOM PaMKW CYMUTbIBAHWUA B X-CLENNEHHOM
reHe USP9X, accouMmMpoBaHHOM C CMHLPOMaNnbHOW hOPMOI HapyleHUs pa3BuTUA 99-ro TMNA C JOMUHAHTHbLIM HAacneao-
BaHueM, B chrX:41196714AATTG>A, ENST00000378308, C.4214_4217delATT.P.Asp1405fs. Mpu npoBefeHUn nccneaoBaHus
Tpuo no CaHrepy NaToreHHbli BapuaHT NOATBEPKAEH Yy pebeHKa, OTCYTCTBYET y poAuTENeil (HOBbIA NAaTOreHHbI BapuUaHT).
Hapsfy ¢ KOrHUTUBHBIMUM HapyLWEHUAMU Y NALMEHTKN BbIBNEHBI BPOXAEHHbBIE aHOMAaNMUM, 4acTb U3 KOTOPbIX COBMana
C paHee OMUCAHHbIMU, HO UMENUCb U CBOW OCOBEHHOCTU: aCMMETPUSA Yepena y ONMcaHHON B0bHOI BbIpaXKeHa B TEMEH-
HOI YacTu Yepena, a He TMLEBON, KaK 3TO BbII0 ONUCAHO B NpeAbIAYWNX NybAnKaLUAX. BbiABNEHbl BTOPUYHbIE MUTOXOH-
ApUanbHble HapyLeHns Npyu UCCNefoBaHNN aKTUBHOCTU MUTOXOHAPUANbHBIX GepMeHTOB B MM OLUTax NeputepuyecKoil
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npenapaToB (AHTAPHOM KUCIOTbl U KAPHUTKHA).
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Intellectual development disorder syndrome with congenital anomalies of type 99,
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The syndrome of mental retardation with congenital anomalies of type 99, limited to the female sex (OMIM: 300968)
is an X-linked dominant disorder of the development of the central nervous system, characterized by delayed psychomotor
development and mild or moderate mental retardation.

In the article, a clinical case of a 2-year-old 8-month-old patient with mental retardation syndrome and type 99 congenital
anomalies characteristic only of the female sex (OMIM: 300968) is presented. Due to the heterozygous carriage
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of a previously undescribed pathogenic variant with a reading frame shift in the X-linked USP9X gene associated
with a type 99 developmental disorder with dominant inheritance, in chrX:41196714AATTG>A, ENST00000378308,
C.4214_4217delATT.P.Asp1405fs. The pathogenic variant was confirmed in the child in the study of the trio by Sanger.
Itis absent from the parents (a new pathogenic variant). Along with cognitive impairments, the patient revealed congenital
anomalies, some of which coincided with those previously described. There were also some special features: the asymmetry
of the skull in the described patient was expressed in the parietal part of the skull, and not the facial one, as described in
previous publications. Secondary mitochondrial disorders were revealed during the study of the activity of mitochondrial
enzymes in peripheral blood lymphocytes, which are an “enzymatic mirror” of tissues, which is an indication for the appointment
of energotropic drugs (succinic acid and carnitine).

Keywords: intellectual retardation, congenital anomalies, USP9X mutation (OMIM: 300968), mitochondria

For citation: Latypov A.Sh., Proskurina E.V., Sidorova 0.P. et al. Intellectual development disorder syndrome with
congenital anomalies of type 99, faceted female (OMIM: 300968), updated mutation in the USP9X gene. Russkiy zhurnal

detskoy nevrologii = Russian Journal of Child Neurology 2024;19(4):52-7. (In Russ.).
DOI: https://doi.org/10.17650/2073-8803-2024-19-4-52-57

CuHApPOM 3aJepKKU UHTEJUIEKTYaTbHOTO Pa3BUTHUS
C BPOXXKIACHHBIMU aHOMATMAMU 99-T0 TUIIA, OTpaHUYEHHBIN
>keHCKUM 11oj1oM (OMIM: 300968), — 310 X-clierIeHHOe
JMIOMMHAHTHOE HapyllIeHUe pa3BUTUS LICHTPAJIbHOI HEPB-
HOI CHCTEeMBbI, XapaKTepu3ylolleecs 3aIepKKOil ICUXo-
MOTOPHOTO Pa3BUTUSI U JIETKOI U YMEPEHHOI YMCTBEH-
HOM OTCTaJIOCThIO. Y MOCTpaNaBIInX XKEHIIUH BO3MOXEH
IIUPOKUI CIIEKTP JOTOJHUTEIbHBIX BPOXKIEHHbBIX aHOMa-
JIMIA, BKJIIOYasi CKOJIMO3, MOCTAKCUATbHYIO TTOJUIAKTH -
JINIO0, YMEPEHHbIE aHOMAJIUM PAa3BUTHUsS Cepalia WUJId MO-
YernoJ0BOUM CUCTEMBI, TUCMOpPGUYECKUE YepThl JuIla
U YMEPEHHbBIE CTPYKTYPHbIE aHOMAJIMKU TOJIOBHOTO MO3ra
[3]. [TpuunHoOi1 3a00eBaHus SIBASIETCSI BOSHUKHOBEHUE
reTepO3UroTHOrO MaTOTeHHOro BapuaHTa B reHe USPIX,
pacnoyiockeHHOM Ha xpoMocoMe Xpl 1. [emuszurorHast My-
Taums B reHe USPIX Takke MOXKET BbI3bIBAaTh X-CIEIUICH-
HBIl PEeLieCCUBHBI CUHAPOM YMCTBEHHOU OTCTaJIOCTH
y XEHIIUH, CBI3aHHBIA ¢ X-xpoMocomoii 99(MRX99)
(300919), xoTophiit XapakTepeH TOJbKO JISI MYXXUYMH.
B 2014 1. M. Brett u coaBT. [2] IpoBeJIM CEKBEHUPOBaHE
reHoma y MalieHTKU 4 JIeT ¢ oaurodpeHueit, maabgop-
mauueit dennn—Yokepa, IByCTOPOHHEH MOCTaKCHUAIbHOM
MOJUIAKTUIINEH, 1e(EeKTOM MEXKEeTyI0UYKOBOM Mepero-
POIKM cepilia, CTEHO30M aHaJIbHOTO OTBEPCTHSI, CHUXKE-
HUEeM cliyxa, He0oIbIINM oMaiouese, SMKOI B 00J1acTu
KpecTla, INyooKo MocaXkeHHBbIMU I1a3aMu, opMUpOBa-
HUEM KeJOMIHBIX pyo1oB. Kapnotun y 6ombpHOM — 46,XX.
Bboun BeIsIBIEH BapuaHT B reHe USPY9X, He onpeaeneHHbI
y ponureneit. M. Reijnders u coaBr. [3] coobianu o 17 He-
POICTBEHHBIX >KEHIIIMHAX B BO3pacTe OT 2 10 23 JIET CO CJIOX-
HBIM CUHIPOMHBIM HapyllleHUEM pa3BUTHSI HEPBHOM CHC-
TeMbl. Y Bcex ObUTa 3aepXKKa IICUXOMOTOPHOTO Pa3BUTUS
C JIETKOM WJIM YMEPEHHOMU YMCTBEHHOM OTCTAJIOCTBIO U 3a-
nepxxkoil peun. [TpumMepHO y TOJIOBUHBI O0JIbHBIX UMEJIach
TUITOTOHMSI, a Y HEKOTOPBIX — MPOOJIEMbl C KOPMJIEHUEM
W/WIW ObIXaHWEeM B paHHEM BO3pacTe, a TakkKe CJ1aboCThb
B cycTaBax. BpoxxneHHbIe aHOMaIMU ObLIU pa3IMYHbIMU,

HO MHOTHE 13 HUX ObUTM OOHapykeHbI pruMepHo y 50 % na-
LIMEHTOK: HU3KUI POCT, CKOJIMO3, AUCILIA3HS Ta300eIPEH -
HOTO CycTaBa, MOCTaKCUaJIbHasl MOJUIAKTUIUS, TT0JIast
cToma, aTpe3usl aHAJIbBHOTO OTBEPCTUS U IOTepsl ClIyxa.
OO611Me YepThI JIIA BKIIIOYAIN aCUMMETPHIO JIN1IA, BbI-
CTyMaroluil 100, OUuTeMIlIopaibHOE CYyXKeHME, KOPOTKHUE
IJIa3HbIC IIEJIM, aHOMaJIMK IJ1a3, HU3KYIO WIM IIUPOKYIO
MEePEHOCUILY, BBICTYITAIOIIMI HOC ¢ paCIIMPEHHBIMM HO-
COBBIMM CKJIaJIKAMU, TOHKYIO BEPXHIOIO Ty0y, INIaaKuii
JUTMHHBIM XeJI000K, aHOMaJIMK 3y0OB U HU3KO ITOCAXKEH-
HbI€ YIIIM, IOBEPHYThIC K3a1l. AHOMaJIUU 3PEHUS BKITIO-
YaJIi KaTapakTy, aCTUTMaTH3M, KOcoIIa3ue, 0J1M30pyKOCTh
Y TUIIEPMETPONUIO. MeHee paciipocTpaHEHHBIC TUCMOP-
dosornyeckue TMpU3HAKM BKJIOYaaU Opaxuuedaiuio,
CKOIIIEHHBIC BBEPX WJIM BHU3 IVIa3HBIC ILIEIU, aTPE3UI0
X0aH, BbIpaXKeHHBbIC HOCOTYOHBIC CKJIaIKM, MaJeHbKME
KUCTU U CTOIIBI, CyKaIOIIMeCs MalbLibl 1 aCUMMETPUYHYIO
TUIIOMAacTUO0. Y 7 MallMeHTOK ObUIM BBHISIBICHBI JIETKUE
MOPOKM cepllla, TaKhe KaK OTKPBITHIA apTepUalbHbIA
MPOTOK WU Ie(heKT MEXIPEeICepIHON MeperopoaKku,
Uy S5 ObUIM QUAarHOCTUPOBAHBl YPOTEHUTAIbHbBIC aHOMA-
JIUM, B TOM YHUCJIe TUAPOHEeGhPO3 WK TUCIUIA3UsI TTOYEK.
Jpyrve npyu3HaKu BKJIIOYaI HApYyIIEHYSI TOPMOHAIBLHOM
(GYHKIIMA IIIUTOBUIHOM XeJie3bl (Y 6 TTallMeHTOK), TUTIep-
Tprxo3 (y 5 MallMEeHTOK), KPECTLOBYIO SIMOUKY (Y 5 manu-
€HTOK), cyaoporu (y 4 maiyeHToK) U peuuIuBUPYIOLINE
WH(pEKIMU IbIXaTeIbHBIX ITyTel. Y 2 maleHTOK Pa3BUIIOCh
3JI0Ka4eCTBEeHHOE HOBOOOpa3zoBaHue. PacrpocTpaHeHHBIE
aHOMAaJIMU MPU BU3yaJIM3alIMU TOJIOBHOTO MO3ra BKJIIOYa-
JIV TUTIOILIA31I0 MO30JIMCTOTO TeJla, TMIOIIa31I0 MO3XKeY -
Ka, YBEJIMUYEHHbIC XETYyI0YKM 1 aHOMaJIbHbIIA PUCYHOK
WU3BWJIVH B JIOOHBIX AOJISIX. Y 5 MAIMEHTOK BBISIBJICHA MaJTb-
dopmanus denau—Yokepa, y 11 nalueHToB — HapyIlLeHUsT
MUTMEHTAIMU KoxXu. [Tpy ceKBeHMpOBaHUY FeHOMa Y 3TUX
00JIbHBIX B 12 13 13 cityyaeB ObLIM OOHAPYKEHBI TOYCUHBIE
MyTauuu. MHakTUBaLMsl X-XpOMOCOMBI ObLTa HapylleHa
6osee yem Ha 90 % y 3 u3 5 00cIen0BaHHBIX MAIIUEHTOK,
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HO 3TO He ObUIO CBSA3aHO C TSDKECThIO 3a00s1eBaHMs. Y 00JIb-
HBIX BBISIBJIEHA TTPEIPaCIIOIOXKEHHOCTD K JIHKO3y [4].

Taxkum 06pa3oM, CUHIPOM 3a€P>KKUA MHTEJIEKTYalb-
HOTO pa3BUTHS C BPOXKICHHBIMU aHOMaIUSIMU 99-r0 TUNA,
orpaHMYeHHbIH XeHcKuM 11os1oM (OMIM: 300968), 06-
YCJIOBJICHHBIN HOBOI MyTanueit B rene USPIX, sapnsgeTcs
peakuM 3abosieBaHueM. MiMeercst TobKo 3 myOonMKauuu,
MOCBSILIEHHbIE 3TOMY 3a00seBaHuI0. [ToaTomy nHbOpMaLst
0 HOBBIX CJIyYasix JaHHOU MaToJIOTMU, TeM 0oJiee ¢ paHee
He OINMCAHHBIM F'€eHETUYECKUM BapUaHTOM, SIBJISIETCS aK-
TyaJIbHOM.

IIpencraBiisieM HOBBIM KIMHUYECKUI CITydail CHHAPO-
Ma 3aep>XKU UHTEJUIEKTYaJIbHOTO Pa3BUTHSI C BPOXKIEH-
HBIMU aHOMAJTUSIMU 99-T0 TUTIA, OTPAaHUYEHHOT'O JKEHCKUM
rosiom (OMIM: 300968), 0Gyc/IOBIEHHOTO HOBOM MyTa-
1ueit B reHe USPIX.

Knunuyeckum cnyyait

B Ilenmp opgannwvix bonesneii 6 cmpykmype Meduko-
eeHemuueckoeo yenmpa Mockoeckoeo 0641acmno20 HAy4HO-
uccaedosamensckoeo uncmumyma um. M.®D. Bradumupcko-
20 obpamunacy cembs ¢ pebenkom é eozpacme 2 nem § mec
C CUHOPOMOM 3A0epicKU UHMEANeKMYANbHO20 PA3GUMUSL
¢ 8podicoeHHbiMU aHomanuamu 99-e0 muna, oepaHu4eHHbIM
acenckum noaom (OMIM: 300968), o6ycroenentbim HOBOLL
mymauyueti 6 ecene USP9X. Pooumeau obpamuaucs ¢ scano-
Oamu Ha 3a0epiucKy UHMEAIeKMYAnbHO20, PeHedoe0 U MOMOp-
HO020 pazeumus pebeHKda.

Kaunuueckuii memod exarouan uccaedoganue 0Co6eHHo-
cmeli henomuna, HespoaocuuecKoeo cmamyca, 1a60pamop-
Hblll Memood — noaHoe cekéerHuposarue ceHoma. Cynkuyuro mu-
MOXOHOpULL Onpedeasinu ¢ UCHOAb30BAHUEM YUMOXUMUYECKO2O
Uccre008anust AKMUGHOCMU MUMOXOHOPUANBHBIX (epMeHmos
8 aum@ouumax nepugepuHeckoll Kposu no mMemooy, npeonodiceH-
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Homy A.G. Pearse, ¢ moougurauuu P.I1. Hapyuccosa [1]. Onpe-
Oensinu aKMuUBHOCMb a-eauuepogocgamoesudpoeenasl U CyK-
YUHAMOe2UOPO2eHA3bl 8 SPAHYAAX HA AUMGPOuUm (2p./1).

Ilo daunvim anammuesa, nayueHmka — eOUHCMBEHHbLI
pebeHoK 6 cembe; podumenu 300posbl. CemellHblil aHAMHe3 He
oms2ouleH.

Pebenok om 1-it bepemennocmu. Podwi na cpoke 37 HeO.
Macca mena npu poxcoenuu 2800 e. OkpysucHocmb 204108bi
npu poxcdenuu 35 cm.

Pannee pazeumue: eonogy depycum ¢ 6 mec, cudum
¢ 1e00a 1 mec, cmoum c 1 e00a 5 mec, xodum c 1 eoda 11 mec.
He 2060pum.

Ilpu ocmompe ommeuanuce eemaneuoma Ha Kodxice 10a
(puc. 1), acummempus uepena — neewiii memeHHOU Oyeop 6o1ee
svipacer. bumemnopanvroe cyscenue, Kopomkue 2nasHvie
wenu. Ynaowennas neperocuya. Teaexanm. Yuiu nogepuymol
k3a0u. OmmonbvipeHHAs YWHas pakosuta cnpasa. leghopma-
yusa 3aeumka. Kopomkas wes. Ilamuo «xoghe ¢ morokom»
Hao aesoii nonamkoli (puc. 2). Heobviunas depmamoecnuguxa.
Ilrocko-6anveycHbie cmonbL.

B Heeposoeuueckom cmamyce: 3pumenvHulil KOHMAKm
ycmanagaugaem, npocaexcugaem 3a npeomemom. Yepento-
M03208ble Hepabl be3 01ae06oil cumnmomamuxu. MoiuieuHolii
moHyc cHudcer. CyxoxcunvHole pegpaekcol ycusvie. Iloxooka
¢ WUPOKO pACCMABAeHHBIMU HOAMU. YKA3ameabryo npooy
BbINOAHAE MOYHO.

Pezyavmamut o6caedosanus. Ilo danHbvim maeHumHo-
DE30HAHCHOU MOMO2paPUU 20106HO20 MO32a OMMEHUeHbl 3a-
0epacKa MUeAuHU3ayUY, 2UNONAA3Us 3a0HUX MeOU0OaA3aNbHbIX
0M0en08 MO3XHCeUKa ¢ KOMNEHCAMOPHBIM PACUUPEeHUeM NOO-
060104eunbix npocmparncme. TlepusenmpuryaspHuiii cyokop-
mukanvrblll eauo3 benoeo eeujecmea. lunounmeHcueHblil
MaeHUmHo-pe3oHancHuil cuenan Ha T2-W1 u eunepunmen-
cuenviii Ha T1-W1 (puc. 3, 4).

Puc. 1. JTuyesoii penomun nayuenmu ¢ cuHOpoMOM 3a0epIHCKU UHMEANEKMYANbHO20 PA3GUMUSL C BDOICOCHHBIMU AHOMANUAMU 99-20 mMuna, 0epaHu4eHHbIM
acerckum noaom (OMIM: 300968), o6ycaoenentsim de novo mymayueii ¢ cene USP9X, 6 6ospacme 6 mec (a) u 2 20da 8 mec (6)

Fig. 1. Facial phenotype of a patient with intellectual retardation syndrome with type 99 congenital anomalies, limited to the female sex (OMIM: 300968), due
to a new mutation in the USP9X gene at the age of 6 months (a) and at 2 years § months (6)
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Puc. 2. ITamno na kodice «koge ¢ MOA0KOM» HAO AONAMKOU Yy NAYUEHMKU
¢ CUHOPOMOM 3A0epiuCKU UHMEANEKMYANbHO20 PA3GUMUS C 8DONCOCHHbIMU
anomanuamu 99-e0 muna, oepanuveHHviM duceHckum nosom (OMIM:
300968), ooycaosaennvim Hosoi mymayueii 6 eene USPIX, 6 2 eo0a 8 mec

Fig. 2. A spot on the skin “coffee with milk” (“café-au-lait”) above the shoulder
blade in a patient with intellectual retardation syndrome with congenital
anomalies of type 99, limited to the female sex (OMIM: 300968), due to a new
mutation in the USP9X gene, at 2 years § months

Hounoii sudeoanexkmposnyeganoepaghuueckuii MOHUMO-
PUHE: 80 CHE OMMeHueHbl NOGbLUEHHDbLI UHOeKC npeocmaesneH-
Hocmu 6ema-604H 6 GUCOUHO-3AMbLAOUHbIX OMOeNaX, Meo-
ANEHHOBONHOBbIE AKUEHMYAUUU 8 NPABOIL GUCOUHOU 001acmiL.
Dnunrenmuhopmuoil akmusHoCmu He 8bisA6AEHO.

Ilo dannbim axoKapouoepaghuu namonoeuu He bis61eHo.
Monumopuposanue snexmpoxkapouoepammol 6 meuerue 24 u:
ymeperHas bpaduxapous, 3apecucmpuposarna 1 cynpagenmpu-
KYASAPHASL SKCMPACUCMOAA, 8 HOUHbLE YACbl — SNU300bl YMePeH-
Holi cunycosoil apummuu. Koncyaomauus kapouonoea: ouc-
@dyHKUUSA CUHYC08020 Y31a (cuHycosas 6paduxkapous).

Hzmenenus 6 GUOXUMUMECKOM AHAAU3E KPOBU. CHUNCEHUE
YpoeHs anvpa-amuna3zvl 0o 18,5 Ed/a (6 nopme 22—80 Ed/n),
nogvluleHue yposHs xorecmepuha 00 6,3 Mmoav/a (6 Hopme

4

3,7—5,3 mmonv/n), kpeamungpocgorxunazol 0o 184,3 Ed/an
(6 Hopme do 145 Ed/n), chudcenue ypogHs KpeamuHUHa
do 15,7 mxmons/n (6 Hopme 30—45 mxmonv/n), 0dusux mpu-
anuyepudos 0o 1,26 mMonv/n (6 nHopme 0,39—0,93 mMonv/n),
KOHUeHmpauus weaouHol ghocgpamasnt nogoiena — 356,7 Ed/n
(6 Hopme 124—341 Ed/n), KoHueHmpauus 0cmeoKanblumoHu-
Ha cHuxcena — 12,3 ne/ma (8 nHopme 24— 70 ne/mn), ypogers
mapkepa @opmuposanusi KOCMHO20 MAMPUKCA CHUNCEH —
2371,0 ue/ma (6 Hopme 848,8—1267,8 ne/ma). Akmuenocmo
MUMOXOHOPUANBHBIX (hepMenmoe AUMPOUUmMos nepugepuye-
CKoll Kpoeu cyKyunamdeeudpoeenassl — 22,3 ep./n (6 Hopme
18,5—19,02p./n), o-enuuepogocgpamaeeudpoeerasvt — 8,4 ep./a
(6 Hopme 9,0—12,0 ep./n). Ypoeenv nakmama 6 Kposu
do edvt — 1,5 mMmonw/a (6 Hopme 0o 2,2 mmons/n). Ilosblue-
HUe ypoeHs mupeomponHoz2o 2opmoHa 0o 9,9 mx ME/ma
(6 Hopme 0o 5,5 mk ME/n), yposenv mpuiioomuporutna ceo-
000H020 HOpmanvubiii — 8,65 nmoav/a (6 Hopme 3,54—
10,16 mnoav/n), yposerno mupoKcuHa c60000H020 HOPMANbHbLL —
7,8 nmonv/n (6 Hopme 6,44— 18 nmonv/n).

Koncyavmayus sndokpuronoea: cyoxauHuveckKuii 2uno-
mupeos.

Yaempaseykoeoe uccaedosanue (Y3U) nouex, naono-
YeYHUKO08, 3a0PIOUWUHHO20 NPOCMPAHCMBA: Oe3 Namoaoeuu.
Y3U moacmoil kuwku: sxoepaguueckue npusHaxu OUcKuHe-
3UU MOACMOUL KUWKU O 2UNOKUHemuyeckomy muny. Memeo-
pusm Kuuweunuka. Y3U neuenu, nodicenydounoil dxcenesvl,
cenesenku: 6e3 namonoauu. Y3U wiumosuonoii ycenesot: 6e3
UBMEHEHUl.

Koncyavmauus eemamonoea: anemus écaedcmaue Hapy-
WeHUs 8CACbIBAHUS.

IIposedeno eenemuueckoe uccredoganue — NOAHOe CeK-
8eHUpoBaHue 2eHoma. Buisenerno eemeposueommnoe Hocumens-
CMB0 8ePOSIMHO NAMO2EHHO20 8APUAHMA CO COBUOM PAMKU
cuumoieanus 8 X-cyennennom eene USPIX, accouuuposarrom
¢ CUHOPOMANbHOI (popmoll HapyuieHus pazeumus 99-e0 muna

Puc. 3. Pezyasvmamor 6HympuympoOHoi MaeHUMHO-Pe30HAHCHOU MOMOPadUlU 20108H020 MO32A Y NAYUEHMKU C CUHOPOMOM 3A0EPIUCKU UHMENNEKMYANbHO-
20 pazeumus ¢ 8podcOeHHbIMU anomanusmu 99-e0 muna, oepanuuernvim scenckum nosom (OMIM: 300968), obycrosaentvim Hogoll mymayueil 6 eene USPIX

Fig. 3. Results of intrauterine magnetic resonance imaging of the brain in a patient with intellectual retardation syndrome with congenital anomalies of type
99, limited to the female sex (OMIM: 300968), due to a new mutation in the USP9X gene
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Puc. 4. Pesyavmamoi MaeHUMHO-pe30HAHCHOU MOMO2PAPUL 20108HO20 M0O32a 8 6 MeC Y NALUEHMKU C CUHOPOMOM 3A0epIUCKU UHMEANEKNYaNbHO20 PA36UMUS
¢ 8poxcoennvimu anomanuamu 99-e0 muna, oepanuvennvim scenckum nosom (OMIM: 300968), obycroerennvim Hogoti mymayueii 6 2ene USPIX

Fig. 4. Results of magnetic resonance imaging of the brain in a patient with intellectual retardation syndrome with congenital anomalies of type 99, limited to
the female sex (OMIM: 300968), due to a new mutation in the USP9X gene, at the age of 6 months

¢ domunanmuwim Hacredosaruem, 6 chrX:41196714AATTG>A,
ENST00000378308, C.4214 4217delATT.P.Asp 1405fs.
Ilpu nposedenuu uccredosanus mpuo no Caneepy namoeem-
HbLL eapuanm noomeepicoeH y pebeHKa, omcymcmaeyem
Yy pooumeaneii (HOBbLI NAMOEHHbLI 8APUAHM — de noVo).
Ilo pe3yavmamam o6caedoeanus ycmaHnoseH OUaeHO3:
HacaedcmeeHHas CUHOPOMANbHASL NAMOAORUSL — CUHOPOM 3a-
depicku UHMENNeKMYANbHO20 PA3GUMUSL C BPONCOCHHbIMU

anomanuamu 99-20 muna, 02paHuMeHHbLil HCEHCKUM NOAOM
(OMIM: 300968).

IIpencraBiieH KIMHUYECKUI ClTy4dail peIKoil Hacie -
CTBEHHOI CMHAPOMAJIbHOI MAaTOJOTUU — 3aIePKKU UH-
TEJJIEKTYaJIbHOTO Pa3BUTHUS U BPOXKIESHHBIX aHOMAJIUM,
00YCJIOBJIEHHO! MaTOreHHBIM BapuaHTOM B reHe USPIX,
JIOKaJn30BaHHOM Ha X-XpoMocoMe. BhIsiBIeH paHee
HE OMMCaHHbI/ MaTOreHHbI BapyuaHT B FeHe 3a00JIeBaHMSL.
Hapsny c 3amepXkoli MHTEJIEKTYaJbHOTO Pa3BUTUS
y MalMEHTKU OTMEYaIMCh NPU3HAKM, XapaKTepHbIe IS
JPYTUX paHee OMUCAaHHBIX MAIlUEHTOB C JaHHBIM 3a00J1eBa-
HMeM: 3aliepXKKa peuu, AMcMopdrYecKure YepThl JIMLIa U yMe-
PEHHbIE CTPYKTYPHbIE aHOMaJIMU TOJIOBHOIO Mo3ra. OtMeya-
Jlach MbIIIEYHAs TUMIOTOHUS, BBISIBIsIEMast Y MOJOBUHBI
OonbHBIX [1]. Y npeacrarieHHON MalMEHTKH, KaK Uy OCTallb-
HBIX paHee ONMKMCAHHBIX MALMEHTOB, HAOMIOAATUCh aCUMMe-
TpUs Yyeperna, OUTeMITOpaIbHOE CY>KEHE, KOPOTKHE IIa3HbIe
1LeJTH, YIIIW, TIOBEPHYThIE K3aau. Kak 1y yacTu Apyrux 601b-
HBIX, Y HEe MMeeTCsl HapyllleHrue TOPMOHAIbHON (DyHKIIMU
IIMTOBMIHOM XKeJie3bl. [1py BU3yanmn3aliiu roJJOBHOIO MO3ra
y IIpeICTaBJIEHHON MallMEHTKU BbISIBJIEHA TUITOILIA3HS MO3-
>XeuyKa, OIMCaHHasl ¥ Y IPYrux OOJbHBIX C JAHHOM MaTOIOTU-
eii. ITo cpaBHEeHUIO ¢ paHee ONMMCaHHBIMU MallMeHTaMu
y MpeCTaBIeHHOM 0OJIbHOM He ObLIO BHISIBJIEHO CKOJIMO3a,
MOJUIAKTUINUA, MOP(OJIOrMYeCKO MaToJ0oTUuM cepiaia
M0 JaHHBIM 3XoKapauorpaduu, ManbhpopManuu JeHan—

Yokepa, cTeHO3a aHaJIbHOTO OTBEPCTHSI, CHUXKCHUS CIIyXa,
oMmdaroriesie, SIMKHU B 00JIaCTU KPeCTILia, TUCILIa3uU Ta30-
OeIpeHHBIX CYCTaBOB, TIIyOOKO MOCAXXEHHBIX IJ1a3, (op-
MHPOBaHUSI KEJIOMIHBIX PyOIIOB, IPOOJIEMBI C KOPMJICHUEM
1/VJIN TbIXaHWEeM B paHHEM BO3pacTe, a TakKe CIaboCTh
B cycTaBax [2]. AcUMMeTpUsI yeperna y OfMcaHHOM Malu-
€HTKHU BbIpaXkeHa B TCMEHHOI YacTH Yeperia, a He JIMLIEBOIA,
Kak 3TO OBbLJIO OMUCAHO B MpeAbIIyIINX Myoaukamusx. He-
CKOJIBKO TOBBIIIIEH YPOBEHB KpeaTHMOCHOKMHA3HI B KPO-
BU IIPU OTCYTCTBUU CHMIITOMOB MuomnaTuu. OTMEUeHO
HapylIeHUe JUMUAHOro ooMeHa. [1oBbIIIeHBI YPOBHU XO-
JIECTepMHA Y TPUTIULIEPUAOB B KpoBU. OTMEYEHO HEKO-
TOPOE MOBHIIICHNE YPOBHS 1IeI09HO# (pocaTasbl. CHU-
JK€H YPOBEHb OCTEOKATbIIMTOHUHA, TTOBBIILIEH ITOKA3aTeJb
MapKepa (hOpMUPOBaHUS KOCTHOTO MaTpuKca. He BbIIB-
JieHo Mop(dooTUYeCKUX U3MeHeHU cepaua. Onpeaene-
HBI TOJIBKO (DYHKIIMOHATbHBIC M3MeHeHus1. [1pu aHau3e
(bYyHKLIMM MUTOXOHAPHII OMpPEaeIeHO KOMIIEHCAaTOPHOE
yBeJIMYeHUE aKTUBHOCTH 11 KOMILIeKca IbIxaTeIbHOM 1ie-
I MUTOXOHIPMIA (CYKLIIMHATAETUAPOTeHA3bI) U CHIDKCHUE
aKTMBHOCTU (hepPMEHTa, YUYACTBYIOIIETO B XKMPOBOM 00OMe-
He MUTOXOHApUil (o-rauLepodocdar-aeruaporeHassl).
[MosryyeHHBIE aHHBIC CBUAETEIBbCTBYIOT O BTOPUYHBIX
MUTOXOHAPHUAIBHBIX HAPYIICHUSIX M BOBMOXKHOCTH ITPH-
MEHEHMsI SHEPTrOTPOITHBIX IIpernapaToB (IIperapaTa sHTap-
HOM KUCJIOTHI I KAPHUTHHA).

Takum o6pa3oM, MpeACTaBICH clyyail peaKoro Ha-
CJIEICTBEHHOTO 3a00JIeBaHUS C 3aePKKOIl MHTEJUICKTY-
aJbHOTO Pa3BUTHUS W BPOXICHHBIMM aHOMAJIUSIMU, 00-
YCIIOBJICHHOTO paHee He ONMMCAaHHBIM ITaTOTC€HHBIM
BapuaHTOM B reHe USPIX, nokainzoBaHHOM Ha X-Xpo-
MocoMe. YacTb BpOXIEHHBIX aHOMAJIUIl Y MallMEHTKU
COBITajiajla ¢ paHee ONMMCAHHBIMU, XOTSI OHM MMEJIM CBOU
ocobeHHOCTHU. JIpyrue aHoMaIuu, ONMCaHHbIC Y JaHHOM
KaTeropuu OOJIbHBIX, Y MPEACTaBICHHON NAaLMEHTKU He
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26.10.2024 ¢ Boponesce cocmosinace HayuHo-npaKkmuyeckas Kongepenuus «Aocancnas snuaencus». Kongepenyus om-
Kpblaa yuka meponpusmuil, 006€0UHEHHbIX HOBbIM NPOEKMOM, N00 00uuM Hazeanuem «Aemopckasa snuienmoaozcus». Om-
AUMUMEABLHOU 0COOCHHOCMBIO «ABMOPCKOI INUACNMOA02UN» O CYULeCIEYIOUWUX KOHGDeperuuli 8a51emcs nosmantoe (0m Kow-
depenyuu k Kongepenyuu) u noanoe (8 pamkax 6vIOPaHHOlU membvl) 3HAKOMCMEO AYOUMOPUU CO 6CEMU GANCHBLIMU
acnexmamu 3nuienmoaozuu. B pamrax xongepenuuu evicmynuau eedyugue snuienmonoeu Poccuu u s3xcnepmot-npaxmuxu
¢ doKaadamu, nOCEAUWEHHbIMI RPUCMYNAM, NPOMEKAIOWUM C abcancamu, u Hauboiee pacnpocmpanHeHHbIM 6 0encKol npax-
muKe nuienmu4eckKum cundpomam ¢ abcancamu.

Opeanusamoput Konghepenuuu: Poccuiickas npomusosnuienmuyecxasn auea, @IbOY BO «Bopouexcckuii eocydapcm-
eennbuit meduuunckuil ynueepcumem um. H.H. Bypoenxo» Munzopaea Poccuu, @I'BY «locyoapcmeennuiii Hay4nblii yeHmp
Poccuiickoii Dedepauyuu — Dedepaavnvtii meduyunckuii 6uouszuuecxuii yenmp um. A.H. bBypnazana» ®MbA Poccuu,

AHO IJCP3 «Meduuunckuii napmmuep».

A6CaHCbl. INEKTPOKNMHUYECKME NPOABNIEHUA.
NeduHuuUU U npoTUBOpPEUMA Knaccuukauum
2017r.

C nepevim 00KAa00M 8 pAMKAX KOHGDepeHyUU biCmYnU-
Aa pyKoeoodumenb omoeaa NCUXoHespoa02Ul U INUAENMOoN0-
euu Hayuno-uccaedosamenvckoeo Kaunuueckoeo uHcmumy-
ma neduampuu um. akao. FO.E. Beavmuwesa @THOY BO
«Poccutickuii HayuoHaNbHbLI UCCA008AMENLCK UL MEOULUH -
ckutl ynueepcumem um. H. 1. Ilupoeosa» Munzopasa Poccuu,
0.m.H., npogpeccop Enena Imumpueena beaoycosa.

B cooTBeTcTBUU ¢ JOMOJTHEHHOU Kiaccubukauuei
SMUICNTUYECKUX MPUCTYIIOB MeXTyHapoaHO TPOTUBO-
snuientudyeckoi auru (International League Against
Epilepsy, ILAE) 2024 . abcaHCbI O-MpeXXHEMY OTHOCSIT-
Cs K TeHepaJn30BaHHBIM TUIIaM MpUCTYIoB. [Ipu aToMm,
B COOTBETCTBUM C PaCIIMPEHHON Bepcuen Kiaccubuka-
1IMU, K IPUCTYIIaM ¢ TeHepaJIM30BaHHBIM HayajJoOM OTHO-
cATCs cleaytone abcaHCHbIE BUIbI TPUCTYIOB: TUITMY-
Hble abCaHChl, aTUITMYHbIE a0CaHChl, MUOKJIOHUYECKUE
abcaHchl, MUOKJIOHYC BeK (M B) ¢ abcaHcamu wiu 6e3 HUX,
abcaHChl ¢ TpaHcopMalMeld B TOHMKO-KJIOHMUYECKHE
npuctynsl [123].

TunuuHblii a6canc, B COOTBETCTBUU C OINIPEAeICHUEM
ILAE [121], — aTo reHepalu30BaHHbBII TUM MPUCTYyIa
C Pe3KMM HavaJIOM U 3aBepIICHUEM, C HapyIIEHUEM CO-
3HaHUA (CTeNeHb HAPYIICHUSI CO3HAHUS MOXET BapbH-
pOBaTh B 3aBUCUMOCTH OT KOHKPETHOT'O SIS THYECKO-
ro cuHapoma). I1py 3ToM MOTYT OTMeYaThCsT KJIOHUU BEK,
TOJIOBHI, OpOBeii, Moa00poOaAKa, EPUOPATbHBIC KIOHUU
(B TUIIMYHBIX CIy4dasx ¢ yacToToi 3 [ir); peako Bo3aMoKeH
MMOKJIOHYC KOHEYHOCTEI; YaCTO BCTPEUAIOTCSI OpaIbHBIC
aBTOMAaTHM3Mbl 1 aBTOMAaTU3MBbI B pyKaX, BO3MOXHa Iep-
ceBepallMs; XapakTepHa aMHe3Us IIPUCTyIa, XOTS OHa
MOXET ObITh YaCTUYHOM (HaANpuUMep, yV MOJAPOCTKOB);
BO3MOXHO pa3BUTHUE cTaTyca abcaHCOB. BHellHue 1po-
sIBJICHUST abcaHca BKITIOYAIOT IIPEePhIBAHUE ACSITCILHOCTH,
OCTaHOBKY B30pa, OTCYTCTBYIOIIIee BbIpaXXCHME JIUIIA,
MalyeHT He pearupyeT Ha Bonpockl. [1o ganHbIM P. Jain
(2020), npu TMIIMYHOM abcaHce B paMKax JEeTCKOil ab-
caHcHoM anuiencuu (JAD) BO3MOXHBI aTOHUUYECKUIA
KOMITOHEHT (OIyCKaHUe TOJIOBBI, €€ HAKJIOH B CTOPOHY),
TOHUYECKUI KOMITIOHEHT (T0JIoBa 3alpPOKUIBIBACTCS),
BEereTaTUBHBIE CUMIITOMBI (OJIEAHOCTh, MOKPACHEHHME,
MOTJUBOCTb, Helep>KaHe MOUM). MoTopHBIE MposiBIIe-
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HUS U3peaKa aCMMMETPUYHBI M MOTYT HallOMUHATh (ho-
KaJIbHBII MOTOPHBII pUCTyN. CEMUOJIOTHUS MOXKET OBITh
pa3HOI Yy OHOTO 1 TOTO XKe MallMeHTa. [UnepBeHTISALIMS
(I'B) y HenreyenHoro namueHTa B 90 % ciydyaeB MPOBO-
LIMPYeT BO3HUKHOBeHME abcaHCOoB [67].

s nMarHOCTMKY TUITMYHOTO abcaHca HEOOXOAUMO
BBISIBJICHUE XapaKTePHOIO MPUCTYMHOrO (MKTaJIbHOIO)
aJIeKTpo3HLepanorpagpuyeckoro narrepHa (B3 I-natrep-
Ha), BKJIIOYAIOIIETO peTyJsipHble T'eHepaM30BaHHbBIC
crnaiK-BOJHOBbBIE KOMILIEKCHI ¢ yacToToii 3 Iix (mpu J1AD)
WJIM HeperyJsipHbie 1 6osee obicTphie (3,0—5,5 Tir) kom-
IJICKCHI CIIaiiK—BOJTHA WJIH TTOJIMCITaiiK—BOJIHA (TIPY IOHO-
1meckoit abcancHoii sanunencuu (FOAD)) [121]. Hepeako
Hayajo pa3psiia MOXeT ObITh aTUITMYHBIM: HETeHepasIu-
30BaHHBIM, TTOJIMCIIAK-BOJHOBBIM; BO3MOXHA HEpEry-
JISPHOCTB pa3psifa; TUIIMYHASI CaliK-BOJIHOBAsI aKTUB-
HOCTb MOXET MOSBIAThCI B cpeaHeM depe3 0,7 ¢ [105].
doxanpHOE Havayio paspsga onmucaHo B 50 % ciydaes
TUMUYHBIX abcaHcoB mipu JJAD [103].

Xotg B3I'-nmarTepH TUITMYHOTO abcaHca OOBIYHO pe-
TYJISIPHBIM M PUTMUYHBINA, PeTy/IsSIpHbIE PUTMBI MOTYT JINOO
IPOCTO MPEPHIBATHCS, MO0 MPEPHIBATHCS BOJTHAMU APYTOM
4acToThl ¥ Mop(dojoruu. Dto BeTpevaercs B 110 pa3 yaiie
MPpU IOHOLIECKOI MUOKJIOHMYecKoi snuaencun (FOMD),
yeM nipu JIAD, u B 8 paz yaiiie mpu FOAD, yem nipu JIAD [105].
CuuraeTcs, 4YTo YyacToTa paspsiaa npu abcance rmpu KOAD
BbIlIE, yeM npu JIAD, Ho Huke, yeM nipu FOMB. O6b1uHO
HauvaJio abcaHca 6oJjiee OBICTPOE 10 YacTOTe, JAajiee B IIPO-
1iecce MPOIOJKEHUs TPUCTYyNa YyacToTa pa3psija CHUXa-
ercs [105]. BoaMoxkHbIe BapraHTbl MEXKITPUCTYITHOM 2J1eK-
TposHuUedanorpaMmmbl (BBI') mpu TUNUYHBIX abcaHcax
BKJIIOYAIOT HOPMaJIbHYIO OMO3JIEKTPUYECKYIO aKTUBHOCTB;
BO3MOXHBI KOPOTKME CYOKIMHUYECKUE MUK-BOJHOBBIC
pa3psiabl; BO3MOXHBI (hOKaJIbHBIE CITAKK (IIPEUMYIIECT-
BEHHO B JIOOHBIX OTBeAeHUIX) [67].

HuddepeHaabHbIi [UarHO3 MpY TUITMYHBIX a0CaH-
cax BKJIIOYAET CIICAYIONINEe KaTeTOPUU:

* MB c abcaHCOM — TTOBTOpPHOE OBICTPOE PUTMUYHOE
JIpoXKaHue BeK ¢ yacToToi >4 i1, ¢ moaBeaeHUeM I1a3
BBEpX M pa3rubaHueM IIeu, 4acTO ITPOBOLIMPYETCS
dborocTumyALIMEC;

* MMOKJIOHMYECKMiII abcaHC. XapaKTepu3yeTcsl MHUO-
KJIOHYCOM DPYK ¢ 4actotoil 3 Iil M1 MX TOHUYECKUM
OTBEIEHHUEM;

* aTUMWYHBIMN abcaHC — 0oJjice IPOJOHTUPOBAHHBIMN
MPUCTYII, YeM TUIIMYHBINM abcaHC, C MeHee TTTyOOKUM
HapyIlIeHNEeM CO3HAHMST; Y4aCTO BCTPEYaeTCs y Mallu-
€HTOB C MHTEJUIEKTYaJIbHOM HEOCTaATOUHOCTHIO;

* (hoKaJIbHBIIA IPUCTYII C HAPYIIICHUEM CO3HAHMUSI,

* HEe3MWIENTUYEeCKass OCTaHOBKa B3opa («IHEBHBIC
JIPEMBI»).

DoKaJIbHBII IPUCTYIT HYXKHO IpeArojararh, €Ciiu ad-
CaHCOIOAOOHBI MTPUCTYIT JUTUTCS NOJIbIIE 45 ¢ WU eCTh
MOCTIPUCTYITHAS OTTyIlIeHHOCTh. I1py Havaje abcaHCOB

4

110 4-JIETHETO BO3pacTa HeOOXOIMMO UCKIII0YaTh CUHAPOM
HEIOCTAaTOYHOCTH IIePEHOCYMKA TJIFOKO3bl 1-TO THIIa
(glucose transporter type 1, GLUT1) [121].

ITo MexnmyHapoaHoit KiaccuUKaUM SMUIenTuYe-
ckux cuHapomoB ILAE 2022, TunnyHble abCaHChl MOTYT
BCTPEUYATHLCS B CTPYKTYPE CJICAYIONINX (hOPM BITMIICTICUN:

« JAD;

* I0AD;

* IOMDB;

* TeHeTUYecKas SMWIencus ¢ GeOpUIbHBIMU CYI0PO-
ramu mitoc (F'DDCH);

* cuHgpoM JlpaBe;

* SMUJICTICUS ¢ MMOKJIOHMYECKU-aTOHNYECKUMU TIPH-
crynamu (OMAII);

* BIUJIETICUS C MUOKJIIOHYCOM BeK (DMB).

ATHNINYHBI a0CaHC OTIMYAETCS YacTOTOM paspsi-
na <2,5 11, MeHee pe3KUM HavyaloM U 3aBeplleHreM Ha-
PYLIEHUS CO3HAHMS, YeM IIPU TUIIMYHOM abcaHce. Yacto
aCCOLMMPOBAH C IMOTEPEi MBIIIIEYHOTIO TOHYCA B 1IIee, TY-
JIOBUIIE WM KOHEYHOCTSX (KOTOpast HEPEIKO pa3BUBACT-
¢ TIOCTETIEHHO U PacIIPOCTPaHSIETCS CBepXY BHU3) U JIeT-
KUM MUOKJIOHYcOM. HapylieHre co3HaHUSI MOXET ObITh
HerpyobIM, W MAalIMEHT MOXET MPOJ0JIKATh aKTUBHOCTD,
Ho 6oJiee MEJICHHO U ¢ OlIMOKaMu. ATUTTMYHbIE a0CaHChI
YacTo HaOJIOJAIOTCS Y MAIMEHTOB ¢ MHTE/UIEKTYaIbHOM
HEIOCTaTOYHOCTBIO M COYETAIOTCS C IPYTUMU TUITAMU TIPU -
CTYIOB (TeHepaJM30BaHHbIC TOHUKO-KJIOHUYECKUE TTPH-
crynsl (I'TKIT), MuoKIIoHMYECKE, TOHUYECKUE U aTOHU -
yeckue) [121]. IlpuctynHbiit D3I-naTTepH aTUMUYHOTO
abcaHca XapaKTepu3yeTcsl TeHepaln30BaHHOM MEUIEHHOM
(<2,5 I11) cmaiik-BoJIHOBOI aKTUBHOCTbIO; PU 3TOM pa3-
psIl He TaKOil peryJsipHbIii 1 MOHOMOP(HBII, KaK MpU
TUIUYHOM abcaHce. OcoOble CIIOXKHOCTU TMAarHOCTUKH
ATUITMYHBIX a0CAHCOB MMEIOT MECTO Y MaIlMeHTOB ¢ (ho-
HOBOI MEIJICHHOM ITMK-BOJIHOBOM aKTUBHOCTBIO. B 3THX
ClTydasix Hy>KHO 00paTUTh BHUMaHUE Ha TaAKME CUMIITOMBI,
KaK yBeJIMYCHUE CIIOHOTCUEHMSI, BETeTaTUBHBIE CUMIITO-
MBI, HETpyOble M3MEHEHMsI MBIIIIEYHOTO TOHYCA, HErPyObIii
MUOKJIOHYC B JivlIe. 111 KOHCTAaTaluK IPUCTYTIa HeOOXOIu -
MO TILIATeJIbHOE TECTUPOBaHKE HapyllleH!s co3HaHus [121].
Bo3MoXKHBI ciieayonie BaApuaHThl MEXITPUCTYITHON DI
IIpY aTUITMYHOM abcaHce: 1) 3aMeIeHre 1 Ie30praHn3a-
LI1s1 OMO3IEKTPUUYECKON aKTUBHOCTH, 2) TTPOOEry MeIjIeH-
HOBOJTHOBO# TeHepaIM30BaHHOM ITMK-BOJHOBOM aKTHB-
HOCTH; 3) MynbTU(hOKAAbHBIE pa3psabl U pa3psiabl
TreHepaJIu30BaHHOM OBICTPOI MAPOKCU3MAIbHOM aKTHB-
HoctH (generalised paroxysmal fast activity, GPFA) [67].
DIuIenTUYeCKrue CUHAPOMBI, IIPOSIBIISIOIINECS aTUITNY -
HbIMM abcaHcaMu, BKJoudaloT: 1) cuHapom JIeHHOKca—
Tacro (CJIIN); 2) cunapom Hdpase; 3) DMAII; 4) HecuH-
JIPOMHBIE TeHETUIECKHE SMWICTICUM; 5) SMICIITUIECKYIO
sHuedanonatuio (D) M sHUedaTONaTUIO Pa3BUTUS
1 SMWJICNTHYECKYIO CO CIAiK-BOJTHOBOM aKTUBALIMEH BO
cHe (OPD-CBAC) [121].
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MuOK/IOHNYECKHE A0CAHCHI SIBJISTIOTCSI OCHOBHBIM TH-
MOM TIPUCTYIIOB MPHU SMUJICTICUM ¢ MUOKJIOHUYECKUMU
abcaHcaMu; XapaKTepU3YIOTCSl pPUTMUYHBIM MUOKJIOHYCOM
TUIEYEBOTO T0sICa U PYK C TOHUYECKMM UX OTBEICHUEM,
YTO MIPUBOAMT K ITOAHSTHIO PYK BO BpeMsI ITPUCTYIIa; MUO-
KJIOHYC, KaK MpaBWUJIo, OuiIaTepaibHbli, HO MOXET OBbITh
aCUMMETPUYHBIM U YHUJIATePAIbHBIM; MOXKET OTMEUYaThCs
MepUopaIbHbI MUOKJIOHYC WJIM PUTMUYHBIA MUOKJIOHYC
TOJIOBBI M HOT; YPOBEHb CO3HAHUS BapbUPYyeT OT COXpPaH-
HOTO JI0 TTOJIHOM MOTEePU; IPUCTYITBI UMEIOT IJTUTEIbHOCTD
10—60 ¢ u Bo3HMKalOT exenHeBHo [121]. TIpucTymHbIiIt
MaTTepH MUOKJIOHUYECKOTo abcaHca aHAJIOTMYEH TaTTep-
Hy TUIIMYHOI'0 abcaHca; XapaKTepu3yeTcsl TeHepaIu30BaH-
HOM peryaspHO CHaiK-BOJHOBOW aKTMBHOCTbHIO; MpU
HCTIONb30BAaHUY MUOTPADUUECKUX JIEKTPOIOB MUOKIIOHYC
COBMAAaeT CO CIaiiK-BOJIHOM; yacTo nmpoBoiupyetcs ['B,
pexe — doroctumynsaumeit (14 %) [121].

Jloknaad uaarocmpuposan KAUHUHECKUMU npUMepamu.

Narodusuonorus aécancos. Moaxoabl K Tepanuu

Cnedyrouwuii dokaad, nocesueHHbLI 60NPOCAM namogu-
3uon0euu U mepanuu abcancos, npedcmasuia 3aéedyouas
Kaghedpoii neeponoeuu DIBOY «Bopornexcckuii eocyoapcm-
6eHHbLil meduyunckui ynueepcumem um. H.H. Bypdenko»,
0.m.H., npogeccop Hamanus Anexcanopoena Epmonenio.

CylecTByeT 2 TeOpUU: LieHTpoledaTInyecKoro u Kop-
TUKOPETUKYJISIPHOTO ITPOMCXOXAeHUs abcaHCcoB. B mmon-
JIEPKKY LIEHTpolleDaTnIecKOi TEOPUH CBUIETEIbCTBYIOT
nmaHHble ucciaemoBanuii H.H. Jasper u J. Droogleever-
Fortuyn (1947) (ipu CTUMYISILIMU 3JIEKTPUIECKUM TOKOM
TaJlaMycOB KOIIKY Ha DI ObLI 3aperucTpupoBaH Oua-
TepaJIbHO-CUHXPOHU3UPOBaHHBIN 3 11 crTaiik-BOJIHOBOM
pazpsan) u D.A. Williams (1953) (mpu cTUMyISILIMKA Taja-
Myca [IyOMHHBIMU 3JIEKTPOIaMHM y peOeHKa ¢ abcaHcaMM
Ha D3OI ObL1 3aperucTpupoBaH crHailk-BogHOBOM 3 Ii1
paspsn).

B o163y KOPTUKOPETUKYJIIPHOI TEOPUU CBUICTE b~
cTByIOT UccaenoBanust 1968—1977 rr.: T.V. Marcus 1 coaBT.
IoKa3aJiv, YTO OMIaTepaibHas alrIMKalys KOHBYJIbCaH-
Ta Ha JIOOHYIO KOpPY Y KOIIIeK 1 00e3bsIH BbI3bIBAET CITAMK-
BOJTHOBYIO aKTUBHOCTB ¢ yactortoi 3 Ii1; P. Gloor u coaBT.
C HCIIOJIb30BaHUEM «KOIlIaYybeil MeHUIIMIIMHOBON MO-
nenv» BbI3Banu 3 11 cralik-BoIHOBOM pa3psia Ha DI nipu
CTUMYJISIIUU MIEHULIMJUTMHOM KOPBI TOJIOBHOI'O MO3ra KO-
mek [121]. B 1986 1. B.A. KapnoB u b.C. OBHaTaHOB npe-
CTaBWJIM TUITOTE3y O MeIro0a3aibHOM UCTOYHMKE BO3-
HUKHOBEHUST aOCAaHCHO aKTMBHOCTHA C MOMEHTAJIbHOM
reHepanuzanueit (13 196 mayeHToB ¢ MaplyuaabHOM 311 -
JIETICUel y 35 3aperucTprpoBaHbl KOPPEJISThI a0CAaHCOB Ha
B3T) [7]. Takxke B MMoJb3y JAHHOW TEOPUU TOBOPST pe-
3YJIBTaThl KOPTUKOTPahUIECKOTO UCCICA0OBAHUS MAITUCH -
TOB C ITapacaruTTaAJIbHBIMU OITyXOJISIMU, ITPOBEIEHHOTO
H.H. Jasper u coast. B 1992 1. [121]. B cooTBeTCTBUM C -

4

rote3oit mpod. B.A. Kap:oa (1986) o Meano6a3aibHOM
HWCTOYHUKE BOSHUKHOBEHMST a0CAaHCHOM aKTUBHOCTHU C MO-
MEHTaJIbHOM TeHepan3aiuei: «... IcTouHMKOM craifko-
BOIl aKTUBHOCTM IIpM abCaHCe Bcerna SIBJIsIETCS Kopa...
OO6pa3yeTcs 0cOObIi TUI TeHEPATM30BAaHHOMN SMUICNTHU -
YeCKOI CUCTEMBI, i€ MEXaHU3M UKTaJbHOU TaJJaMOKOP-
TUKaJIbHOI peBepOepallii BKIIIOYAeT OpOUTODPOHTATb-
HYI0 U MeIMaJibHYI0 JIOOHYI0O KOpYy. DTO MO3BOJSIET
peain3oBaTh UHTMOMpPOBaHUE CHailka MEIJICHHOM aKTUB-
HOCTBIO ¥ (hOPMUPOBATH CITAiiK-BOJTHOBOM MaTTepH 3—6 [11».
B pamMkax TaJlaMOKOPTUKaJIbHOI'O B3aMMOEHCTBYS, T10 CY-
IIECTBYIOIIUM IPEACTABICHUSIM, MEIJICHHO MHAKTUBUPY-
JOILMECsT HU3KOBOJIBTAXKHbBIE KaJIblIieBble KaHasbl (T-Tura)
TAMK-B-MHIMOUTOPHBIX HEMPOHOB PETUKYJISIPHOTO Siipa
TajaMyca UrpaioT KJII0UYEeBYIO POJib B reHepaluy ObICTPOi
AKTUBHOCTU, T€HEPUPYIOT OCLUJUISITOPHbIE PUTMUYHBIE
MepUoaNYECKUe MaTTePHbl — BCIIBIIIKHA COHHBIX BEpETeH
(chasumueckasi akTUBHOCTb BO BpeMsI CHa M TOHUYeCKasi
AKTUBHOCTb CITaiiK—BOJIHA B 0OIPCTBOBAHMM ); TTATOJOT U~
YeCKUU OCUMJIIITOPHBIA PUTM MOXET OBITh 00YCIOBJICH
nartojiorueii KaHajoB T-tuna, nmosblieHueM TAMK-B-
akTuBHOCTHU [53, 121].

ITo nanubiM V. Crunelli 1 coaBrt. (2002), B momaepxa-
HUM CITaliK-BOJHOBOTO PUTMa BaXXHYIO POJib UIpPaeT
TAMK-B-Mexanu3Mm. Craiik oTpaxkaeT CyMMUPOBaHHBI
BO30YKIAIOIMI TOCTCUHANITUYECKUIA TOTEHIIMAJT; BO Bpe-
M3l CTalika 3aperCTpMpPOBaHO MOBBILLICHUE PAa3psIIOB Hel-
POHOB TajlaMyca M HeoKopTekca. MeajieHHas BOJIHA,
cJemyolias 3a CaiikoM, OTpakaeT MHTMOMTOPHBII MTOCT-
CUHAIITUYECKUI MOTEHIIMaN, CBSI3aHHbII C TUIIEPIOJISIPU-
3alKeit; BO BpeMsl BOJHBI pa3psiiHasi aKTUBHOCTb YMEHb-
maercss a0 HyJd. PeakTuBamusi MeMOpaHbl TpeOyeT
OTHOCUTEJIbHO JUIMTEIbHOI TUTIEPITONSIPU3ALIMU, KOTOPOI
croco6¢TByIOT perientopsl TAMK/TAMK-B. Bei3BaHHa,
IJIATEJIbHO CYIIECTBYOIIAs TUIIePIOJIsiprU3aliisi Bo30y-
KIaeT KajablueBble T-KaHasbl, 3aITycKalolue 3aJIMoBYIO
aKTHMBHOCTb TaJJaMUYECKUX HEMPOHOB, 1 BbI3bIBAET IeHE-
paiuo OuiaTepabHbIX CUHXPOHHBIX CHalK-BOJHOBBIX
pa3psnoB. AHOMaJIbHbIE KojieOaTebHbIe PUTMBI MOTYT
OBITh BbI3BaHbI ITATOJIOTMEN KaTblUEBBIX KaHATOB T-THUma
WM NOoBbIIIeHHOM akTUBHOCTHI0O TAMK-B. Takum o6pa-
30M, TAMK-B-uHruouiys ycuiaupaetcsi mpy abcaHcax.
B cBsI31 ¢ 3TUM aHTUANIWIIENTHYECKUE TIpenapathl (ADI]),
KoTopble cTUMyInupyioT TAMK-B-uHrnouumio, moTeHIm-
DPYIOT BO3HMKHOBEHUE a0CaHCOB; K HUM OTHOCSITCS BUTa-
O0aTpuH, TMarabuH u radaneHTuH [53, 121].

[Ipenmnonaraercs, 4To abcaHCHBIE MMPUCTYIIBI UMEIOT
TeHETUYECKYI0 aTrosioruto. I1pu Bcex reHepaM30BaHHbIX
SIUJICTICUSX TTPOCIIeKMBAETCS TeHETUUECKNIT KOMITOHEHT.
ITepBblit BKIaa B KOHUEMIIWIO TeHETUYECKUX SMUICTICUI
BHec W. Lennox B 1951 1n: 0H co0OIIMIT, YTO Y MOHOZUTOTHBIX
OM3He1IoB B 66 % ciaydaeB BepuduiponaH 3 [i1 cnaiik-
BoJiHOBOU DAI-marrepH [77]. KOHKOpAAHTHOCTD Y MO-
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HO3UTOTHBIX OJIM3HENoB coctaBiuseT 74 %, npu 100 %
KOHKOPJIAHTHOCTH B BO3pacTe IMHMKa 3KCIIPeCCUM (DEHOTH -
myeckoii MaHudectamyu [94, 122]. I[TpumepHo y 15—40 %
MaleHTOB BCTPeYaeTCs AMUIEIICUS B CEMEHHOM aHaMHe-
3¢ [94]. BeIsiBUTH TUIT HacaeOIOBaHUS HE MPEACTaBISIETCS
BO3MOXHBIM. Y YICHOB OJHOM CEMbM MOTYT BCTPEUYaThCs
pasuuHble GOPMbI UAVOMATUIECKOM MM TeHETUIEeCKOM
smencuu (JIAD, dedbpuibHbie cynoporu, [DDCH+) [69].
C npyroii CTOPOHBI, IPY OJHUX U TEX Ke CUHIPOMax ObLIU
0OHapy:KeHBI MyTallK B Pa3IMYHBIX F'eHax [69]. [eHOMHBIe
WCCJIEIOBaHMSI TTOKAa3aIv, YTO IIPU THUIMYHBIX abcaHcax
BO3MOXHO MHOrogakTopHoe HacienoBaHue. [1puanHoit
abCcaHCOB MOTYT CTaThb MyTalliM B T€HaX, KOTOPbIE BbI3bIBa-
0T ITaTOJIOTMYECKYIO TAJTAMMUYECKYIO TUTIEPBO30YIMMOCTD,
B TOM YHCJIE ITaTOJIOTMYECKIE BapUAHThI TCHOB BOJIBTAXK3a-
BUCUMBIX T-Tmmna KanbuueBblXx KaHaloB (CACNAIH,
CACNG3), uin 00yCIOBIMBAIOT crieUUPUUIECKre U3MEHe-
Hus B (pazuueckoi u Tonndyeckoit TAMK-A- u TAMK-B-
akTuBHOCTU (GABRAI, GABRBI, GABRB2, GABRB3, GA-
BRG2, GABRD); myTaliuy B TeHaX IJTyTaMaTHBIX PELIETITOPOB
(GRM4), p-onuoungHbix peuentopoB (OPRM1), B reHax
TpaHcnoprepa fodpamuHa SLC6A3/DAT 1, a Takxe BapuaH-
THI YKclia Konuii (copy number variation, CNV): 15q11.2,
15q13.3, 16p13.11 |2, 38, 57].

IToaxoapl K Tepanuu aGCAHCOB HA OCHOBE NMATOreHe3a
npucTynoB u Mmexanusma aeiicteus ADII. Ha ocHoBe nipen-
CTaBJICHUI 00 3TMOMNATOreHe3e abCaHCOB MOXHO OObsIC-
HUTb 3PPEKTUBHOCTh MPU 3TOM TUIE MPUCTYIIoB ADII,
HUCXO0Is U3 MexaHu3Mma ux AeictBus. K apdekTuBHBIM
aHTHMabCcaHCHBIM TpemnapaTtam oTHocsaTcs ADI, 610Kupy-
IOIIMe KaJIblIMeBbIe KaHalbl T-TUIA: 3TOCYKCUMMI, BaJlb-
npoar, JaMmoTpuIxkuH [38, 57].

TAMK-A-aronucTsl (0eH301Ma3eUHBI), 00J1a1a01I1e
T'AMKepruyeckoit akTHUBHOCTbIO B MUHTUOMTOPHBIX Heil-
poHax, MOTYT MOJAaBJsSITh abCaHCHbIE MPUCTYIBI [57].
C npyroit cTOpoHbI, IPOTUBOIIOKAa3aHbl MIpU abcaHcax
npenapatsl, ycunuatoimne TAMK-B-aktuBHOCTb (Bura-
0aTpuH, TMarabuH, radbareHTHH), 1 0J10KaTOpbl HATPUEBBIX
KaHaJioB (KapbaMazenuH, (eHUTOMH, OKCKapOa3emnuH) —
OHM MOTYT ITPOBOLIMPOBATh a0CaHCHI [94].

ITo manueM G. Coppola u coast. (2004), moka3zaHa
53¢ dEKTUBHOCTD JIAMOTPUIXKMHA B KauyecTBe IIperapaTa
1-i1 iuaum npu JAD. JlamoTpuIkuH 6bU1 3(ppekTUuBeH
npu JAD y 100 % manueHTOB ¢ BIIEpBbIC BBISIBICHHOM
SITUJICTICUEIA; TIPH 3TOM PeMHUCCHs ObLTa JOCTUTHYTA Y 55 %
MallMeHTOB, ypeXeHue NMpuctynoB >75 % — y 20 %,
>50 % — y 25 %. OtMeuyeHa Xopollias IepeHOCUMOCTb Jia-
MOTPUIKMHA B TAHHOM HCCIIEIOBaHMM: Y 85 % MaliieHTOB
no6ouHkle 3¢ dekTrl (I1D) orcyrcTBoBAN, Y 15 % — HOCHIIM
YMEpPEHHbII ¥ KpaTKOBPEMEHHBII XapaKTep. ABTOPHI clie/ia-
JIK BBIBOI, O TOM, YTO JIAMOTPMIKMH B MOHOTeparmu 3ddek-
THBEH B JieueHUU JIAD B OTHOILIEHU KaK MPYCTYIIOB abCaH-
COB, TaK Y 3NUJIENTU(POPMHOI aKTUBHOCTH Ha DT
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H. Hwang u coast. (2012) oueHuBanu 3¢hpeKTUBHOCTD
U IIEPEHOCUMOCTbD JIIUTEIBHOM Tepariy 3TOCYKCUMUIOM,
BaJIbIIPOATOM U JJAMOTPUIKMHOM B MOHOTepanuu y 128 ne-
Tell ¢ HeJaBHO AUarHoctTupoBaHHOI JIAD m mokaszanu
paBHOLIEHHYIO 3¢ (heKTUBHOCTH 3 mpernapatoB. [1pu aTom
3G GEKTUBHOCTL TepallMd 3HAYMMO He pasindajiach
B 3 rpynmnax, HO ObUIM BBISIBIICHBI IIPEUMYIIIECTBA JIAMO-
TPUIDKMHA TI0 TIEPEHOCUMOCTH Y AeTeit (Y 86 % IaleHTOB
I1D nipu npueme T1aMOTPUIKMHA OTCYTCTBOBAJIN).

Be3yciioBHO, 04eHb BaxKHBIM aCIIEKTOM ITEPEHOCUMO-
CTU SIBJISIETCSI OTCYTCTBME HEraTUBHOTO BMsiHUSI ADI Ha
KOTHUTHMBHBIE GyHKIUY aeteid. [IpyMeHeHre 3TOCYyKCH -
MHJIa aCCOLMMPOBAIOCH CO CHIDKEHMEM BPEMEHM PEaKIInu,
HO He OKa3bIBaJIO BIMSIHUS Ha MHTEJUICKT, ITOAAepKaHKEe
BHUMaHUsI, BepOaTbHYIO ITaMsITh [64]. BasbrpoaT okasbiBai
OoJIblliee BAMSHUE Ha Ne(UIIUT BHUMAHMS 110 CPaBHEHUIO
C 9TOCYKCMMMIIOM U JTaMOTpUIXKUHOM |34, 52]. B npenbl-
IyLIMX 0030pax paboT ObL cAe/aH BBIBOJ O TOM, YTO JIaMO-
TPUIKMH HE BBI3BIBACT HAPYIIICHUST KOTHUTUBHBIX (DYHK-
LI, MOXET HECKOJIbKO YMEHbILATh 1eDUIIUT BHUMaHUS
[25] (G. Baker, 2001). B uccnenoBanuu E.L.A. Fonseca Wald
u coaBT. (2019) yiaydilieHue noaaepXaHus BHUMaHUS y Je-
Tel OBbLJIO JOCTUTHYTO, €CJIM JIAMOTPMIKMH Ha3zHavyaJICs
cpasy, B KauecTBe npemnapata 1-it nunum [47].

B cooTBeTcTBUM ¢ pekoMeHaanussMy HarmoHaibHO-
IO MHCTUTYTA 3I0POBbs Y KAUeCTBa KIIMHMYECKOI TTOMOIIN
Benukoopurtanuu (National Institute for Health and Care
Excellence, NICE) npu abcaHcax (B cOUeTaHUU C IPYTUMU
BHJIaMU MPUCTYITIOB) K Ipernaparam 1-ii JUHUM OTHOCSITCS
BaJIBIIPOAT HATpUs (IIPOTUBOIIOKA3aH y JIEBOYEK ITOCTE
10 JtleT M y neByIIeK ¢ PEIPOAYKTUBHBIM ITOTEHIIMATIOM
1 BO3MOXXHBIM IIPMEMOM BO BpeMsI 0epeMEHHOCTH ), JIAMO-
TPUIKUH, JieBeTUpalieTaM (TmpuMeHsieTcs off-label B MoHO-
tepanuu). K nmpenaparam 2-ii JMHUM OTHOCSITCS BaJIbITPO-
art Hatpusl (KpoMe aeBouek crapiie 10 JieT) 1 TaMOTPUIKUH.
B xavecTBe MOMOIHUTEILHOTO IIpernapaTa MOTYT MPUMe-
HSITbCSI 3TOCYKCUMMII, JAMOTPUIKIH, BaJIbIIpOaT HATPHUSI.
K npenapaTtaM 3-i TMHUM OTHOCSTCS Kjo6a3aM, KJIOHA-
3emam, JieBeTupaleTaM, Tornupamar, 3onucamua. He pe-
KOMEHIOBaHbI IS IPUMEHEHYsI Y MTAIIMEHTOB ¢ abcaHca-
MM KapOamaselnuH, rabaneHTUH, OKcKapOa3emnuH,
(GeHUTOUH, TperabdainH, TUarabuH UM BUTabaTPUH.

B cootBercTBUM ¢ pekomeHaarmsamMu MTanbsHcKoR
npoTtuBosnuiientudeckoi auru (Italian League Against
Epilepsy, LICE) 2021 o neueHuio JIAD y 1eBoueK 1 XKeH-
IIIH IETOPOTHOTO BO3pacTa Ipy M30JIMPOBAaHHBIX a0CaH-
cax peKOMEHJIOBaHO IPMMEHEHUE 3TOCYKCUMUIA; TP
Hea((GEKTUBHOCTU 3TOCYKCUMUIA WU TTPUCOSTUHEHUMN
I'TKII pexoMeHI0BaH JaMOTPUIKMH. AJTbTepHATUBHBIMU
mmpernapaTaMyd MOTYT OBITh Ki1o0a3aM, KJIOHa3elaM,
JIeBeTHpalleTaM, ToIpamar, 3oH1ucamMu. ToIbKo B ciiydae
MHOXECTBEHHBIX Hey1a4 JIeYeHHsI BOBMOKHO PacCMOTPETh
BOITPOC O MPUMEHEHUH BasibIipoara [83].

61

KOH®EPEHLUU, CUMNO3UYMbI, COBELLAHUA



KOH®EPEHLUWUU, CUMNO3UYMbI, COBELWLAHUA

62

pssi' IIETCKOM
HEBPOAOT UM

Ceitzap (ITaMOTPUAXKHUH) UMEET MHOXECTBEHHBI,
MHOTOKOMITOHEHTHBIII MEXaHU3M JeHCTBMS, BKIIIOYAIO-
Ui 6J0Kagy HaTpueBBIX KaHaloB [33], 610Kamy BOJIb-
Tax3aBUCUMBIX T-TUMa KaabLIMEBBIX KaHaoB [54, 55];
MpernapaT yBeJUIMBaeT KOJIMIECTBO TOPMO3HOTO HEMpo-
TpaHcmutTepa TAMK (nipu iuTeIbHOM MpUeMe JaMOo-
TpumkHa KonndectBo TAMK yBenmmumBaercd Ha 25 %)
[132], a Takke orpaHM4YMBaeT BbIOPOC BO30YXKIAIOLINX
aMUHOKMCIIOT: IJlyTaMaTta U acraprara [54, 55].

ITo muenuio B.A. KapiioBa, «HaIm faHHBIE TTO3BOJIS -
10T KBaJTU(PULIMPOBATh IAMOTPUIKUH Kak ADII, oTBeya-
IOIIMI TPEOOBAHMIO «ITUPOTA NEHCTBUSI—MUIIEHb». Mu-
LLIEHbIO SIBISIIOTCA abcaHChl U UX Koppesatel B D3OI, raoe
OH MOXET OBbITh MPUMEHEH C 3 JIeT».

B cooTBeTCcTBUU ¢ MHCTPYKIIMEH 110 MPUMEHEHMIO
Ceiizap 1mokasaH K IIPUMEHEHUIO B MOHO- M KOMOMHUPO-
BaHHON Tepanuu 3nuiencyuu (apiuaibHast U TeHepasiu-
3oBaHHas, Bkaouyas CJIT) y B3pocabix U neTeit crapiie
12 5ieT; mpr KOMOMHUPOBAHHOM Tepanuu SIUICTICUM Y Jie-
Teit 3—12 JeT; mpu MOHOTEpanuu TUIIMYHBIX aO0CaHCOB
y geteit 3—12 net; mpu 3NUIENITUYECKUX TIPUCTYIaX JI0-
00ro TUMNa, pe3uCTeHTHBIX K Apyrum ADII.

B noxnane Takke paccMaTpuBaInCh BOIIPOCH OMO3K-
BUBAJICHTHOCTU U B3anMo3aMeHsieMocTu ADII. Bpauy
KpaiiHe BakHO MHMOPMUPOBATh CBOMX ITAIIMEHTOB O BO3-
MOXXHOM 3aMeHe IpernapaTa B allTeéKe U O BO3MOXKHBIX
HexkenaTenbHbIX sABaeHUsIX (HS), cBI3aHHBIX ¢ MpUMeHe-
HueM aHajioros ADI1. buosKBUBaIEHTHOCTD JaAMOTPUI-
>xkrHa 1 Celizapa Obljla ToKa3aHa B UCCJIEIOBaHUU C yJa-
ctueM 24 B3pocabix Myx4yuH (30,958 + 8,426 roga),
MPOBOIMMOM Ha 6a3e Kadeaphbl JOKIMHUYSCKOM U KITU-
HUYECKOM (hapMaKOJIOTMU M TOKCUKOJIOTUHU JIe4eOHOTrO
dakynbreTta YHMBepcuTeTa cB. Kupunna u Medonus
(Ckornbe, CeBepHass MakenoHus1). 310poBbie 10OPOBOJIb-
1Bl TIOJyYaJiM MpernapaT OAHOKPAaTHO HATOLIAK B 03€
200 mr; Bcero 66110 B34TO 916 TIPO0G.

Ceiizap cepTudUIIMPOBaH COIIACHO POCCUIACKHMM TPE-
OoBaHUSIM HaIJIeXalleid TPOU3BOACTBEHHOM MPAaKTUKMU.

3akmovyeHne. AOCaHCHl — IreHepaJu30BaHHBIA TUIT
MPUCTYITIOB, B peajIn3allii KOTOPBIX UTPAET POJIb KOPTUKO-
TaJaMO-KOpPTUKaJIbHAsI HEpOHAIbHAs CETh.

B neyeHnn abcaHCHBIX MTPUCTYITOB HanboJIee BBICOKYIO
3(HEKTUBHOCTD MPOAEMOHCTPUPOBAJIN ITPETIapaThl, MOMIY-
JIMpYIoIIye paboTy MeUIEHHO MHAKTUBUPYEMBIX KaJIbIIUe-
BBIX KaHAJIOB: 3TOCYKCUMUI, TAMOTPUKUH 1 BaJIbIIPOAT.

Hauaio neyeHust ¢ 3TOCyKCUMMAA 11eJ1eco00pa3Ho
TOJILKO TTPY U30JIMPOBAHHBIX abcaHcaX, HO TIPU COYETAaHUM
abCaHCOB C TeHepaIM30BaHHBIMU CYTOPOKHBIMU IIPUCTY-
namu (I'CIT) aTocykcuMua He JOMXKEH OBITh IIperapaToM
BbIOOpA.

Ceiizap MOXHO paccMaTpuBaTh KakK Mperapar crap-
TOBOII MOHOTEpaIUK abCaHCOB IIPU PAa3IMYHbBIX SITHIICTI-
TUYECKUX CHHApPOMAX y IeTelt ¢ 3 JIeT.

Jlokaad unaocmpuposan KAUHUHECKUMU RPUMEPAMU.
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Wanonatuyeckue reHepanmsoBaHHble

anunencuu c abcaHcamm

Hadexucoa IOpvesna Kopoaesa, pykosodumens llenmpa
SNUAENMONOSUU, COMHON02UU U BUOCOINEKMPOIHUePaAN0eDa-
guueckoeo monumopurea Meduyurckoeo uncmumyma be-
pesuna Cepeess (MUBC), nesponoe-anusenmonoe, COMHON02
(Cankm-Ilemepoype).

Knaccudmkamus. AGcaHChl BCTpeUaroTCsl MPU ClIeay-
folmX (hopMax SMUIETICUU 1 SIICTITUYECKIX CUHIPOMAX:
TUNMYHBIE abcaHChl — npu JIAD, FOAD, FOMD, abcaHcHoOit
SMWIETICUM PaHHETro JETCKOIo Bo3pacTa, cTaTyce abcaH-
COB, BITMIETICUM ¢ (PaHTOMHBIMH abcaHcamu (PA); atn-
MUYHBbIC abcaHChl — MpPU (POKAIBHBIX SIMUICTICHSIX,
I'5PC+, cunnpome dpase, CJIT, DMAII (curapom 1o3ze);
MMOKJIOHMYECKHME a0CAHChI — IPH SITUJIETICUN C MUOKJIO-
HUYeCKMMM abcaHcaMmu; abcaHchl ¢ MB — nipu snuiencuun
¢ MB c abcancamu (cuampom [xxuBoHca) [6, 73, 74]. B co-
OTBETCTBUU C KJIacCUDUKAIEH SMUICTITUICCKUX TTPH-
crynoB ILAE 2017 abcaHCBhI OTHOCSTCS K MPUCTYIIaM C Te-
HepaJIM30BaHHBIM HAa4aJloM, HEMOTOPHBIM U JEJISITCS Ha
TUIIWYHbIC, aTUMTMYHbIE, MUOKJIOHUYECKHME U abCaHCHI
¢ MB [46].

Hcrtopusa usyuenus. [lepBoe onucaHue abcaHCHOIO
Tina npuctynoB npeactaBuia S.A. Tissot B 1770 1.: «MrHo-
BEHHOE BBIKJIIOUEHHME CO3HAHMS U IpeKpallecHUe peun
B COYETAaHMUMU C JIETKUM JBMXEHHEM TIja3». B 1824 r.
L.E Calmeil BBes moHsTHE 3NMMIENTHYECKOro abcaHca —
«HACTyHaloLMe y OOJbHBIX AIMMICIICHE KPaTKOBPEMEH-
HbIe 311306l motepu co3HaHust» [30]. B 1935 1. E Gibbs
U COABT. OIUCAJIM XapaKTepHBbIi 1151 abcaHca DD -naTTepH
B BUJIE BO3HUKAIOIIIEH HA HOPMAJIbHOM (DOHE XapaKTePHOM
reHepaJIu30BaHHOM CUHXPOHHOM M CUMMETPUYHOM TTUK-
BOJIHOBOI aKTUBHOCTU yacToToit 3 Iix [50].

Omnpenenenue. AbcaHc, 1o onpeaeseHuio ILAE (2019),
MPEACTaBIIsIET CO00i reHepaaIu30BaHHBINA TUIT MPUCTYIA
C BHE3aITHBIM Ha4aJIOM ¥ 3aBEpIlICHUEM HapyIIeHUS 0CO3-
HaHHOCTH, IIPX 3TOM CTEeTIeHb HAPYIICHUS OCO3HAHHOCTH
MOXET BapbMPOBaTh (B 3aBUCUMOCTHU OT CITEIU(UIECKOTO
CHHIpOMa), a TAKXKE CO3HAHME MOXET YaCTMYHO COXpa-
HATBCS (YTO Yallle BCTPEYaeTCsl y IMTOAPOCTKOB).

Hecmorpst Ha TO 4TO aGCaHChl, B TOM YKC/IE U THITNY-
HbIE, OTHOCSTCS K pa3iesy MPUCTYIIOB 0e3 IBUTaTeIbHBIX
MposIBIeHUIT (HEMOTOPHBIE), MO HallleMy HaOJIOACHMUIO,
OHU MMEIOT MHOT'O IBUTATEIbHBIX IIPOSIBJICHHI1, 0COOCHHO
TMPpU AETCKUX a0CaHCHBIX (hopMax. B ToM umciie BO3MOKHBI
KJIOHUM BEK, TOJIOBbI, OpOBeil, Moadoopoaka, nepuopaib-
HbIE WJIX B APYTUX YACTSIX JIMLIA, OCOOEHHO MPU 4acTOTe
3 [i1. Penko MoKeT BCTpevaThCsl MUOKJIOHYC KOHEUHOCTEI.
OpajbHble aBTOMAaTU3MBI M aBTOMAaTM3MBbl B pyKax
BCTPEYAIOTCS YacTO, TAKXKe MOTYT HAOJIIOIaThCSI OCOOCH -
HOCTU MOBEIEHUS, KOTOPbIE OTMEYAIMCh 10 Havaja Ipu-
crynos [121].

Jerckasa adcancHag smuiencua. Ha nomo JJAD mipu-
XOIUTCS OT 2 10 8 % citydaeB AeTCKOM anuiencuu. J1eoioT



PYCCKUN

sy IETCKOM
HEBPOAOT' MU

MPUCTYITOB — B Bo3pacTe oT 4 10 8 jeT. CyllecTByeT reHe-
THUYecKas MpeapaclioJioXeHHOCTh K pa3Butuio JAD:
B 1/3 cemeit maurieHTOB ¢ JIAD ecTb pOACTBEHHUKH C a0-
CaHCaMM WJIKM F'eHepaIn30BaHHBIMU IIPUCTYaMu. Y Opa-
TbEB U cecTep HeTeil ¢ JJAD pUCK SMMIETICUU COCTaBIsSIET
10 %. HeiipoBusyanu3zaius (KOMITbIOTEPHAsT, MATHUTHO-
pe3oHaHcHas1 Tomorpadus ronosHoro mosra (MPT)) He
BBISIBJISIET HapyllleHUii. PasButre nereil COOTBETCTBYET
HOPME, OTHAKO IPY YaCTHIX IIPHUCTYIIAaX MOTYT OBITh TPYI-
HOCTU ¢ 00ydyeHueM. [1pobaeMbl ¢ BHUMaHUEM, KOHIIEH-
Tpalmeil ¥ IaMsIThIO JOCTAaTOYHO XapaKTePHBI (OTHAKO MX
CBSI3b C cUHApOMOM JIAD uMeeT CIOpHBIN XapakTep).
KorHuTtvBHBIE HapylIeHWS He 3aBUCAT OT HAJIMYMS WA
OTCYTCTBUS abcaHCOB, xapakTepa D3OI U IIUTEeIbHOCTU
tepanuu. CyliecTByeT MHEHHE O BO3MOXHOCTH IPYTHUX
MEXaHM3MOB, KOTOPbIC MOTYT OTBEYaTh 32 Pa3BUTHE KOT-
HUTMBHBIX HapYLIEeHUi1 y aeTeil ¢ abcancamu [121].

Aypa ¥ TTOCTIIPUCTYITHAS CITyTAHHOCTb He XapaKTePHbI
s JJAD, u UX HaJuyre OObIYHO YKa3bIBaeT Ha CIIOXKHbIE
(okabHBIE IPUCTYITHI, B OTJIMYME OT aBTOMATU3MOB, KO-
TOpBIC YaCTO BCTPEUYAIOTCS IPU 3TOM (hopMe. ABTOMATHU3MBI
B CTPYKType abcaHca Habwonmaiorcs y 1/3 mauueHToB
(37 %). Buinensiorcsi aBTOMAaTU3Mbl C MPOAOIKEHHEM
JIEACTBUS: AETU MPOIOJ/IKAIOT AeIaTh BO BpeMsI IIPUCTYIIA
TO, YeM OBUIM 3aHSITHI 10 HETO, HO OOBIYHO B OoJiee 3aMe-
JICHHOM TeMIIe (XOMST, eAsT, MepecTaBiIsSIOT MpeaMeThl
U T.4.). Bo Bpemsi abcaHca MOTYT BO3HUKATh CJEAYIOLINE
BM/IbI aBTOMAaTH3MOB: aBTOMAaTHU3MbI XKeCTOB (IIOTUPAHUE
DYK, OIIaXXMBaHKE CBOETO TeJIa, OICKIIbI, CPbIBAHUE JJIEK-
TPOIOB BO BpeMsI 3aucH BUIeo-DD I -MoHUTOpUHTA); (ha-
PUHroopajbHbIe (TJIOTaHUE, TIPUIMOKMBAaHNE, OOJIM3bIBA-
HUE, BBITITUBAHME TYO TpyOOUKOI1); peueBbie (DopMOTaHUeE,
MPOU3HECEHNE OTIEIBHBIX CJIOB U 3BYKOB). ABTOMAaTH3MbI
yaiie MpOSIBJISIIOTCS B KOHILIE TIPUCTYIIA, U YeM JJIMHHEH
MPUCTYII, TeM OOJIbIIIEe IAHCOB Pa3BUTHUSI aBTOMATH3MOB
[15, 26, 121]. B 7 % cnyyaeB JIAD pa3BuBaeTCs CTaTyC ab-
CaHCOB — «ITMK-BOJIHOBOI CTYITOP» , TPOSIBJISTIOLIUIACS pe3-
KUM y4JallleHUEeM IPUCTYIIOB, CICAYIONINX OMUH 3a IPYTUM.
Ipu craTyce aGcaHCOB HAOMIONAIOTCST CIIOHOTEYECHUE, aMU~
MUsI; PeOCHOK 3aTOPMOXKEH; MOTYT HAaOJIIOIaThCsI TIOAEPTU -
BaHUST MBIILIII JIMLIA M BEPXHETO IUIeYeBOro rosica. Co3HaHMe
dnyktynpyet. Takue COCTOSIHMSI MOTYT JJTUTHCS OT HECKOJTb-
KHUX YacoB JI0 HECKOJIBKUX CyTOK. Yalle Havajo craryca
MPUYPOUYEHO K yTpeHHeMY BpeMeHU. CTaTychl aOCaHCOB
MOXKET IIPOBOIIMPOBATh HeaneKBaTHast Tepanus [15, 26, 121].
Elie ogHO# 0COOEHHOCTBIO KIMHNYECKON KapTUHBI JIAD
saBJisieTcsl codyetanue abcaHcoB ¢ I'CIT u TpaHchopmanust
B ITOAPOCTKOBBIE (DOPMbI. AOCAHCHI B OOJIBILIMHCTBE ClTy4ya-
€B SIBJIIIOTCS TIEPBLIM BUJIOM MPUCTYIIOB Y OOJbHBIX JIAD.
OnHako y 4 % nauuenrtoB I'CIT MoryT onepexxaTh pa3BUTHE
abCcaHCOB Ha HECKOJIbKO MECS1IEB MK JieT. Takke BO3MOX-
HO TTOSIBJIEHHE CYTOPOXKHBIX IIPYCTYIIOB B ITPOLIECCE pa3BU-
Ttust 3a6oneBaHus. I'TKIT Habmogatores y 1/3 601bHBIX
JIAD; yallle OHU TIPUCOEAMHSIIOTCS B MiepBbIe 3 roaa 3a00-
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JIeBaHUS; Ipeo0IagaloT peaKue reHepaTu30BaHHbIe TOHU-
KO-KJIOHMYeCKUe cyopoxHbie mpucTymbl. Yacteie ['TKIT
(vamie 1 pa3a B MecsIll) He XapakTepHbl 1151 JIAD u BcTpe-
yatorcs auib B 3 % caydaeB. IlpuypodeHHocts I'TKIT
K TTleproay poOyKaeHust oTMevaeTcs B 13 % cirydae [J1AD.
Hcxonom JIAD MoxeT ObITh MOJHOE MpeKpalleHUe MPOosIB-
JIEHWI 3a00JIeBaHUS B ITOIPOCTKOBOM BO3pacTe WU BO3-
pactHas TpaHcdopManust JAD B KOAD wiu FOMD ¢ npu-
COCIMHEHEM WJIU ITIEPCUCTUPOBAHMEM PaHEE BOSHUKIIIIX
I'TKII [15, 26, 121].

Tepamua JIAD. OcHoBHas npodaeMa Bbioopa ADII
npu Tepanuu JAD — nunemMa mexny 3¢p¢GeKTUBHOCTHIO
rpenapara B OTHOILIeHUM abcaHcoB, 1D npernapara u pu-
CKOM BO3HUKHOBEHMSI CyTOPOXHBIX IPUCTYNOB. I1o naH-
HeiM C.P. Panayiotopoulos (2007, 2010), k ADII ¢ goka-
3aHHON 2((OEKTUBHOCTHIO B OTHONIEHUU aOCAHCOB
OTHOCSITCSI BaJIbIIPOAT, 3TOCYKCUMUMI, JaMOTPUIXKUH
1 KJIOHa3eIaM, a 30HMCaMU]I, TOIMpaMar, KiiobasaM U Jie-
BeTHpaleTaM — K IperapaTaM ¢ COMHUTEIbHOM 3dek-
TUBHOCTHIO [89, 93]. ¥V 2/3 neteit c JIAD mocturaercs Xo-
POIIMIA OTBET Ha TepaIlMio, ¥ K OAPOCTKOBOMY BO3pacTy
MPUCTYIIBI ITpeKpaliaTcs, onHako y 10—15 % mauyeHToB
npucoeauHsiorcss 'TKIT u MuokioHuyeckue Tpuc-
tynsl. [Ipenapatel 1-#t auHuM (Han6osee 3(pheKTUB-
Hble IMPOTUBOCYIOPOXHBIE IIpemnapaThl) BKJIIOYAIOT
9TOCYKCUMMJ, BaJIbIIpoaT U JaMOTPUIXUH. B 0o0jb-
IIMHCTBE CJIyyaeB OHM oOecrieunBaroT 3P@PeKTUBHBII
KOHTPOJIb Haa npuctynamu. OJHaKO BaJlbIIPOAThl MOTYT
BBI3BIBaTh MPOOJIEMBl C KOHIIEHTpallMeil BHUMAaHMUS;
9TOCYKCUMUJ He 3amuinaer oT npucoeauHeHus: I'CII.
C npyroii CTOpOHBI, TaMOTPUKUH, HECKOJIBKO YCTYIIas IO
3(bheKTUBHOCTH BaJIbIIPOaTaM, UMEET 3HAYNTEIbHO MEHbIIIE
[1D. INpenapatsl 2-ii TMHUA: TOUpaMaT, 30HUCaMUI, JIeBe-
THpaleTaM, Kjioba3aM, CTUPUIICHTOJI; TaKXe BO3MOXKHO
npuMeHeHue KeroreHHoi auetsl (KJI) [121].

IOHomeckas a6cancHas snuiencus. KiouyeBbIM Ipu-
3HAKOM SIBJISIIOTCSI XapaKTepHbIe u3MeHeHust DD — reHe-
paJin30BaHHbIE CHAMK-BOJHBI ¢ YyacToToit 3—4 IiI.

Hons KOAD cpenu Bcex dIMUIIENCUI COCTaBIsSET
1-2 %. J1e610T MpUCTYIIOB XapaKTepeH B Bo3pacte ot 10
1o 16 yet. [IpennonaraeTcst reHeTUYeCKast IPUYMHA 3a-
OosieBaHMsI. MeTOIbI HEMPOBU3YaIU3allii HE BISBIISIOT
HapymeHuit. ng KOAD xapakTepHa 06Jblast JIUTEb-
HOCTh abcaHcoB, ueM Tipu JIAD. YacTo BcTpeuaeTcs Ha-
yayto 3aboseBanus ¢ I'CIT (B 41 % ciydaeB). @eGpuiibHbIE
MPUCTYITHI TIpeaIIecTBYIOT Hauainy FOAD y 12 % naumeH-
toB. I'TKII nmpu KOAD conpoBoxnaroTcs HanpsLKeHUEM
1 TTOICPTMBAHUSIMU BCETO TeJIa, BOZHUKAIOT IIPU IIPO0y-
KICHWU, JUIITCS OT HECKOJIBKUX CEKYHIT 10 HECKOIbKMX
MUHYT. Pa3zBUTHEe MalMeHTOB COOTBETCTBYET HOPME.
VY kaxmaoro 3-ro GOJLHOTO BCTpPeYaloTCsl MPOOJIEMBbI
C BHUMaHHUEM, KOHIIEHTpalleil U aMsIThIO, TIPU BBICO-
KO# 2((eKTUBHOCTHU JICYSHUS B PSIIE CAyIaeB 3T Hapy-
IIEHUST MOTYT YMEHBILIAThCS.
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Tepanusa FOAD cooTBeTcTBYeT TakoBoii pu JAAD, on-
HaKO MPUMEHEHHE 3TOCYKCUMMIA B MOHOTEPAITUU Helle-
JiecooOpa3HoO B CBSI3U € €ro He3(dEKTUBHOCTHIO MPU
I'TKIT [121].

IOHomeckas MHOKJIOHHYECKas snuiencus. TurmmuHast
B3I npu cunapome KOMD oTianuaercs: reHepaIu30BaH-
HBIMU TIOJIMCITaiiKaMX W BOJHaMM 4yactoTtour 3—6 IiI.
IOMD — reHeTnuecku o0yCIOBIEHHBINM cuHaApoM. OnHa-
KO y OOJIBIIMHCTBA NalreHToB ¢ FOMD He oOHapyXuBa-
I0TCSI aHOMaJIbHbIe crieliuUUYecKre TeHbl, CBSI3aHHBIC
¢ anutericueid. B mojioBuHeE ceMeii, B KOTOPBIX €CTh Malli-
eHThl ¢ OM 3, coob111an0ch 00 3NMUIeNTUYECKUX TPUCTY-
Max y poACTBEHHUKOB. Tun HacemoBaHus clioxHbIiA. MPT
O0OBIYHO HE BBISIBJISIET OTKJIOHEHUI 1 He TToKa3aHa. Muo-
KJIOHUYECKME TTPUCTYIIHI SIBJISIIOTCST HarboJIee pacipocTpa-
HEHHBIM TUITOM IIPHUCTYITOB U BOZHUKAIOT Y BCEX MAIIUCH -
ToB ¢ FOMD. I1pucTymsbl 3TOro TUna oObIYHO BO3ZHUKAIOT
B TeyeHUe 1—2 4 mocse npoOyXIeHUsT yTPOM WM MOCie
JTHEBHOTO CHa (3IUJICTICUS TTPOOYXKICHUS ), TIPOSIBIISIIOTCS
B BUIIE PE3KMX M HEPETYISIPHBIX IBWXKCHUN 00€UX PYK.
HMHorna nBM>KeHUsT BOSHUKAIOT TOJBKO B MaJIblIaX, B CBS-
3H C YEM Y€JIOBEK BBITJISIANUT HEYKITIOKUM WIM CKIIOHHBIM
POHATH Belly (MpeaMeThl BbINaaaloT U3 pyk). [IpumepHo
y 20 % malureHTOB MMOKJIOHUYECKHE TTPUCTYIHI BO3HU-
KaloT IIPEMMYIIIECTBEHHO Ha OJHOI CTOPOHE Tejia, MOTYT
MPOBOIIMPOBAThCS HEAOCHIITAHUEM WJIM MUTAIOIIMM CBe-
ToM. YacTo BCTpedaroTCs] M30IMPOBAHHbBIE MBIIICYHBIE
CyIOPOTrH, KOTOPbIe BOZHUKAIOT IpH 3achiltannu. OHU He
SIBJISIIOTCSI UICTUHHBIMU TIPUCTYTIaMMU.

Hdpyrue Tumnsl npuctynoB npu KOMD BkiiouaioT
I'TKII, xoTopsie HabIOAAIOTCS IMMOYTH Y BCEX MAllEHTOB
¢ FOMB. O0bIYHO OHM HAUYMHAIOTCS Yepe3 HECKOJbKO
MeCSIIeB MOoC/Ie Hayaja MUOKJIOHWYECKUX IPUCTYIIOB.
I'TKII Takke BO3HUKAIOT MO yTpaM, Iepeld pa3BUTHEM
TOHUKO-KJIIOHMYECKUX CYIOPOT MOXET BO3HUKHYTh CEpHUsI
MMOKJIOHUYECKHUX MOACPTUBaHUI. AOCAHCHBIE TIPUCTY-
bl BCTPEYAlOTCS MEHEE YeM Y ITOJJOBMHBI MallEHTOB
¢ FOM3; yacTo o oueHb KopoTkue (ajsares <10 ¢) 1 Bo3-
HMKAIOT He KaXKIblii NeHb. [1pr abcaHCHBIX MPUCTYIIAX ITPU
FOMD B0o3MOXKHO He CTOJIb BhIpaXKeHHOE HapyllIeHue Co-
3HaHUs, KaK MpHU aOCAaHCHBIX MPUCTYIaX Yy MallueHTOB
¢ JAD nmm FOAD [124].

Tepamua FIOM3D. Tepanus FOMDB, kak npaBujio, mo-
ku3HeHHas (B 90 % mocturaercs cBoOOIa OT IIPUCTYIIOB).
IMaunentam ¢ FOMD ouyeHb BaxkHO U3beraTh HeJOCKITA-
HUS, TaK KaK Ie(UIIUT CHA HEPEIKO MPOBOLMPYET MpU-
CTYIIBI; JOCTaTOYHO OTIbIXaTh M CHUXKATh YPOBEHb CTPEC-
ca C LIeJIbI0 CHYDKEHMSI BEPOSITHOCTY Pa3BUTHSI IIPUCTYTIOB.,
HacrosrenbsHo pekoMeHIyeTcs M30eraTh ynoTpeoeHus
aJIKOTOJISI.

[IpemapaTsl, HA3HaYEHUSI KOTOPBIX CIICAYeT U30eraTh
P MUOKJIOHMYECKUX TIPUCTYIIAaX M abcaHcax: BUrabdar-
puH, TMarabuH, rabaneHTUH, nperadajuH, (PeHUTOUH,
OKcKapOa3enuH 1 KapbaMa3emnuH.
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Banbnpoatsl Bbicokoa(pdekTuBHEI pu FOM3, onHa-
KO OHU 0OoJiee He SIBJISTIOTCS IperapaTaMy IepBOTo BHIOO-
pa mias hepTUIbHBIX MYXYUH M XKEHIIUH ISTOPOIHOTO
BO3pacTa.

JlamoTpumKxuH mmpoxko npuMeHsiercs rpu KOM3D. On
3(heKTUBEH ITPU T'eHePaIM30BaHHbBIX CYTOporax 1 abcaH-
cax M TOJBKO B PEIKUX CIIydasix MOXET YXYAIIaTb MUO-
KJIOHMYECKHE MPUCTYIBL. Jpyrue mpemnaparbl, KOTOpbIe
MOTYT NPUMEHSThCS B JedyeHun KOMD: cynbTuam, JieBe-
THpaleTaM, 30HUCaMU, TOIMPaMaTt, KJIOHa3eraM (B Ma-
JIBIX A03ax) [27, 124].

IIpoOsiembl, CBA3aHHbIE C IPUMEHEHHEM BAJILIIPOATOB
Y 2KeHIMH. Y eTeil, pOXKICHHBIX OT KSHIIMH, TTOTyYaBIIMX
BaJILIIPOAT BO BpeMs 6epeMeHHOCTH, B 40 % ciiyyaeB BbI-
SIBJISIIOTCSI Cepbe3Hble HapylleHus pa3Butus, y 10 % — no-
POKM pa3BUTHUS IIJI0Ja; KPOME TOTO, Y HUX B 5 pa3 BhIIIe
PUICK pa3BUTUS JETCKOTO ayTH3Ma.

[To pexoMeHmauMsIM ATEHTCTBa IO KOHTPOJIIO Hal
KavyeCTBOM JIEKapCTB M MEAULIMHCKUX MperapaToB Benu-
kooputanuu (Medicines and Healthcare Products
Regulatory Agency, MHRA), «Banbmpoatsl He cieayet
Ha3HavyaTb OEpEeMEHHBIM, XEHIIMHAM WIM JEBYIIKAM,
CITOCOOHBIM K JETOPOXICHMIO, €CIM OHU HE IOJIy4aroT
BBICOKO3((EKTUBHBIC CPEICTBA KOHTPALICIIIUY (BHYTPH -
MaTo4YHas CIIMpajlb WM UMIUIaHTaT). ExXeromHo Kaxmast
JKEHIIMHA, TPMHUMAIOIIIas BaJIbIIPOaT, TOJKHA TTOIITHCHI-
BaTh (HOPMY ITOATBEPXKIACHUS prcka (MHGOPMHUPOBAHHOTO
COTIJIaCHsT) BMECTE CO CBOMM JIeUallnM BpadoM» [65].

IIpoGaemsbl, cBI3aHHbIE C IPUMEHEHHEM BAJIbIIPOATOB
y MyxunH. B HacTosiee BpeMs IOSIBUIUCH JaHHBIE O TOM,
YTO BaJbIIPOAT MOXET OKa3bIBaTh HETATUBHOE BIMSHUE
Ha pEeNpoOAYKTUBHbIE (PYHKUIUU HE TOJBKO XEHIIWH,
HO ¥ MalMeHTOB MYyXcKoro moja. B ampene 2024 1. Ha
caiite Poc3apaBHaazopa ObLIO OIyOJMKOBaHO MH(MOpMa-
LHMoOHHOe nucbMo. PenepanbHas ciayxba Mo Haa30py
B chepe 3MpaBOOXPAHEHUS TOBOAMT IO CBEACHUS CIICII -
aJIUCTOB CUCTEMBI 3IpaBOOXpPaHECHUS HOBBIC HaHHBIC
110 06€30ITaCHOCTH JIEKAPCTBEHHBIX IIPEIapaToB C Bajlb-
IPOEBOM KUCIOTOM. B CBSI3M ¢ MOTy4YeHHBIMU HOBBIMU
JAHHBIMU O ITOTEHIIMAIEHOM PUCKE HApYIIICHUST pa3BUTHS
JIETei, POXXICHHBIX OT OTLIOB, ITOJIy4aBIINX BaJbIIPOaT BO
BpeMs1 OepeMEHHOCTH, Bpa4, Ha3HAYaIOIIWii BaJIbIIPOATHI
MalMeHTaM MYXCKOro 1noJjia, 1ojikeH: 1) mponHdopmu-
poBaTh MallMEHTa O PUCKE HapyIIeHU HEPBHO-TICUXU-
YeCKOro pa3BUTHUS y IeTell U 00CYIUTh C MallMEHTOM
aJbTepHATUBHBIC BADUAHTHI JieueHUs; 2) He pexe 1 paza
B ToJ, 00CykaaTh HEOOXOIMMOCTh MpUMeHeHUs 3hheK-
TUBHBIX METOJIOB KOHTPALICIILINY ITPY TIPUMEHEHUU BaJlb-
IPOATOB U B TeYeHUE 3 MeC IOCJIe UX OTMEHBI; 3) IIPOBO-
JIUTh T10 KpalfHei Mepe eXKeroHO OLICHKY CXeMBI JICUeHUS
CIIEIIUAIMCTOM, UMEIOIIUM OTBIT JICYCHUST STUJICTICUU
W OMITOJISIPHBIX PACCTPOMCTB; 4) €KETOIHO 3aIl0IHATh
¢dopMy MHMOPMUPOBAHHOTO corjiacus o puckax (Annual
Risk Acknowledgement Form, ARAF); 5) npenoctaButh
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MaleHTaM HOBYIO OpOIIIOpY ¢ JaHHOI MH(MOPMaIIUE.
[ManeHT He TOJKEH cAaBaTh CIIEPMY BO BpeMsI JICUEHMST
BaJIBIIPOATOM U 3 MeC IMOcJIe MPeKpaIleHUsT; €CIIU MYXK-
YyHAa IUIAHUPYET 3a4aTh peOeHKa, CIeLyeT IIPOKOHCYJIb-
TUPOBATBCS C BpaYOM, YTOOBI OOCYAUTh aJIETepHATUBHBIE
BapUaHTHI JICUEHHMS ellle 1O MOMEHTA ITpeKpaIleH1sI KOH-
Tpalenuu; MyXXYMHA 1 €T0 MapTHepIla JOKHBI IIPO-
KOHCYJIBTMPOBAThCS C JIeUalllMM BpayoM B ciIyvae oepe-
MEHHOCTH, €CJIM MapTHEeP MPUHKUMAJI BaJIBIIPOATHI 3a 3 MeC
JIO 3a4aTusl.

ITo Tpe6oBanuio MHRA, ¢ 22 sauBapst 2024 1. B Benu-
KOOPUTAaHUM «BaJIbIIPOAT HEJIb3s1 Ha3HAYaTh BHOBb BbISIB-
JIEHHBIM TalleHTaM, MY>KYMHAM WY KESHILIMHAM, MOJIOXE
55 51eT, 3a ICKJTIOYEHKMEM CJTyvaeB, KOTia IBa CIIelaIncTa
HE3aBUCHUMO JIPYT OT Apyra pacCMOTPSAT 1 3aJOKYMEHTU-
PYIOT, 4YTO Ipyroro 3 GheKTUBHOIO WIM IePEeHOCUMOIO
JIeYCHUsI HEe CYIIECTBYET, WM €CTh BECKKME TIPUYMHBI, 110
KOTOPBIM PEIIPOAYKTUBHBIC PUCKU HE YUYUTHIBAIOTCS».

TormmpamaT TakKe ITOBBIIIAECT PUCK ITOPOKOB Pa3BUTHST
IJ1011a TIPY IIpUeMe TIperapara XeHITMHOM BO BpeMs Oe-
PEMEHHOCTH.

KornutusHbie 1 oBeIeHYECKHE HAPYLIEHHUS, CBSI3aHHbIE
¢ ADII. Takxe BaxkHOI MPoOJIEMOIA SIBJISIETCSI PUCK Pa3BU-
TSI KOTHUTUBHBIX U PEYEBBIX HAPYIIEHUI TIPU IIpUeMe
ADII, Bxitouast Torupamar. [To JaHHBIM paHIOMU3UPOBAH-
HOT'0 KJIMHMYECKOT'O UCCIIeNoBaHus ¢ ydacTreM 120 maru-
€HTOB C BO3pacT3aBUCUMOM (hOKAIbHOI SIMIIETICUEI TeT-
CcKoro Bo3pacTa [58] ObLIO BBHISIBIECHO, YTO MPU MpUEeMe
TOMUpamMara y AeTeil yXyIquiaeTcsl COCOOHOCTh peliaTh
SI3bIKOBBIC 3a1auu (MTOroBhIi peueBoii TecT TOPS). Bos-
MOXHBI CJIEAYIOIIE KOTHUTUBHBIC Y PeYeBhIC HAPYILICHUS
MpY IIpeMe TonpamaTa:

* KOTHUTUBHbIC HApYIICHUS: 3aTPYAHCHUSI B 3aITOMU-
HaHWU, KOHIICHTpAlM BHUMAaHWS U APYTUX YMCTBEH -
HBIX OIepalMsIX;

* HapylUIeHWE MaMITH, 3aTPYIHEHHbBIN MOUCK HYXHbIX
CJIOB M 00lllee 3aMeUICHUE CKOPOCTH KOTHUTUBHOM
00paboTKHU;

* peyeBbIe HApYIIEHUS: HECIOCOOHOCTh 3 (MEKTUBHO
o011aThCsI, BKJIOYAsK MPOOJIEMbl C MOJOOPOM CJIOB,
CTPYKTYPOI1 TIPEUTOXKEHMIA 1 00111eii OETTIOCThIO peun;

* IpoGJIEMBbI ¢ BHUMaHUEM: HECITOCOOHOCTb KOHIIEHT-
PHUPOBAThCSI, PACCETHHOCTh WA TPYIHOCTH TP pe-
IIEHUU HECKOJIBKMX 3aa4 OMHOBPEMEHHO.
IIpoGyeMbl ¢ KOHILIEHTpallMeil BHUMaHUs MOTYT 3a-

TPYAHUTH BHITTOJTHEHUE PYTUHHBIX e 110 JOMY WU T10-
MellaTh NAalMEHTY T0OUThCS ycriexa B yuede uin Ha pado-
Te [117].

C.C. Hansen u coasrt. (2018) akLieHTUpPYIOT BHUMaHHUE
Ha arpecCUBHOM ITOBEICHUM, SIBJISIIOIIEMCST YACTBIM VUIK
oueHb yacTeiM [1D Takux ADII, kak neBeTupaleram, mne-
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pamriaden 1 Tonupamar [59]. Kak yka3piBaeTcsi B MHCTPYK-
LIUSIX MO0 MpUMeHeHMIo maHHbIx ADII, neBeTupaeram
yacTo (ot >1/100 mo <1/10) BBI3BIBAaET ACIIPECCHIO, Bpa-
KIeOHOCTh/arpeccuio, 0eCrOKOMCTBO, OECCOHHMUILY, HEP-
BO3HOCTb/Pa3apaXyUTeIbHOCTD; Yallle Y AeTel 1 IOIpPOCT-
KOB BCTpedaloTcs Bo30Oyxmenue (3,4 %), mepenanbl
HactpoeHus (2,1 %), abdextsr (1,7 %), arpeccust (8,2 %),
roBeicHYecKue HapyiueHus (5,6 %). [lepaMiaHesr yacto
(or>1/100 no <1/10) BeI3bIBAET arpeccuio, THEB, TPEBOTY,
3aMeIIaTe/IbCTBO, PA3APAXKUTEIbHOCTD; TIPY 3TOM arpecCust
yaiile BCTpevyaeTcsl y HoApoCcTKoB. Tomupamar odeHb 4acTo
(=1/10) BbI3BIBaET AEMPECCUIO, YACTO — pa3IpaxkuTesb-
HOCTb, OpagudpeHunio, 06CCOHHUILY, HapyILIeHUs peyH,
TPEBOTY, CITyTaHHOCTb CO3HAHMSI, IE30pHUEHTAlINIO, arpec-
CHI0, UBMEHEHHUE HaCTPOCHUsI, BO30OYXICHME, THEB, HAPY-
IIeHUe ToBeaeHUs. Pa3apaXuTeaIbHOCTh U SI3IKOBBIC
HapyleHUsI HanboJiee pacIpocTpaHeHsl (>5 %); y nereit
yaiie (0ojiee yeM B 2 pa3a) BCTpevaloTcsl CyulUJadbHbIe
MBICJIM, TIOBEICHYCCKIUE HAPYIIIEHMS, arPECCHsI.

M.H. Porwal u coasr. (2024) npeacTaBuIv aHaIU3 Ya-
CTOTBI OTYETOB O «CYULIMIATLHOM U CAMOITOBPEKAAI0IIeM
MOBEeAECHUU», 3apEeTUCTPUPOBAHHBIX B Tepuona ¢ 2004
no 2020 r. npu npumeHenuu 25 ADII (6puBapaueram,
KaHHaOuauos*, kKapbamasernuH, Kioda3aM, KJIoHa3enam,
nuasenam, aciukapOasernuH, gendamaT*, radarneHTuH,
JlakocaMujl, JIJAMOTPUIKMH, JieBeTHpaleTaM, oKcKapoa-
3eMuH, NepamnaHen, peHodapouTan, GpeHUTOUH, Tpera-
Oa/uH, IPUMMIOH, pPydUHAMUII, CTUPUIICHTOJI, TUAraOWH,
TOIMPAMAT, BaJIbIIPOAT, BUTA0ATPUH, 30HUCAMMU). 3HAYM -
TeNbHBIII OTHOCUTENBbHBIN Ko3(dduuueHt pucka (>1,
p <0,05) 3aperucTpupoBaH Mpy MPUMEHEHUHU CIeIYIOIINX
ADII: nnazenam, nperadanuH, OpuBapaueTam, rabamneH-
THUH, KJIOHa3eTaM, 30HUCaMU/I, JJAKOCAMUJI U JIEBETUPa-
ueram [97].

VY neteii ¢ sHIIebaTONATUEl Pa3BUTHUS U SITMJICTITYE-
ckoii (BPD) neBetupaiietam, nepammaHes, OprBapaleram,
TOIMpaMaT, 30HMCAaMUJL MOTYT BbI3bIBATh IICUXUYECCKUE
Y TIOBeJIcHYEeCKME HapyLlIeHUsI (arpeccusi, BpakaeOHOCTb,
pa3apaxkUTeIbHOCTb), a TOIMpPaMaT U 30HUCAMUJI — peyve-
Bble U KOTHUTUBHBIE HapyiueHus [113]. Y B3pocnabIx, mo
naHHbIM C. Dusanter u coaBt. (2023), oO11iee HeraTUBHOE
BJIMSIHME HAa KOTHUTMBHBIC (DYHKIIMM MOTYT OKa3hbIBaTh
TOIMpaMaT M BaJbIIpoar; KapbaMa3elH U 30HUCaMUJL
MOTYT HETaTMBHO BJIMATH Ha BepOaJbHYIO ITaMsTh U peue-
Bbl€ HaBBIKU, OKCKapOa3elH U JaKOCAMMIl — BbI3bIBaTh
HapylIeHUe 3pUTEJIbHOTO BOCTIpUsATUS [44].

Ceiizap He 0Ka3bIBaeT HETATUBHOT'O BJIMSIHUSI Ha KOT-
HUTUBHBIE (PYHKIMHU, adHeKTUBHYIO chepy U MoBeneHUE
U B CBSI3U C 3TUM IIPEACTABIISIET COOOI ONTHMAIbHBII Ba-
PHMaHT cTapTOBOro Ipernapara. OMHAKO CYIIECTBYIOT TeparieB-
TUYECKUE CUTYAllMU, KOTa TOMBITKM OTMEHUTD BaJIbIIPOAT

* [Ipemnapat He 3aperucTprupoBaH B PD.
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BBI3BIBAIOT BBIPAXEHHOE yXyuleHue. M B aTuX ciydasx,
B TOM YMCJI€ 1 Y KEHIIUH JeTOPOIHOrO BO3pacTa, ajibTep-
HaTUBHBIM PEIICHUEM MOXET ObITh CHYDKEHHE O3Bl BaJlb-
Mpoara ¢ 1o0aBIeHneM JJaMOTpUIKuHa [116].

ITpumenenne Ceiizapa B jedenuu JJAD, FOAD u IOMDB.
Ceiizap MOXeT OBITh Ha3HAYeH B MOHOTEPAIIUM TUITHY-
HBIX abcaHcoB y AeTeit ¢ 3 neT. CpeaHsia TepaleBTHYE-
ckas no3a Ceiizapa cocrapisier 3—10 Mr/Kr/cyT y nereit
(100—400 Mr/cyT y B3pocibiX). BaxkHO OTMETUTH BO3MOXK-
HOCTb OTHOKPATHOTO ITpreMa B cyTku. Heobxonumo men-
JIeHHO TUTpoBaTh Celizap, YTO MO3BOJISIET YIYUIIUTh TIe-
pPEHOCHMMOCTh Tepanuu M M30eXaThb BO3ZHUKHOBEHUS
aJUTePTMYECKUX peakinii. B cOOTBeTCTBUM ¢ MHCTPYKIIHU -
eii mo mpumeHeHuto Ceitzapa y aeteti ¢ 12 J1ieT 1 B3pOCIbIX
PEKOMEHIyeTCs HAUMHATh JIeYeHUe ¢ 25 MI'/CyT, a 'y neTei
mutaaniero Bospacra — ¢ 0,15 Mr/kr/cyT (IIpu COnmyTCTBY-
IollleM MpueMe Basibipoara), 0,3 Mr/Kr/cyT (6e3 COmyTcT-
Bytomux ADII, oka3bIBalOlIMX BIUSHUE HA (DEPMEHTHI
neyeHun) u 0,6 Mr/Kr/cyT (Ipu COYeTaHUM C UHIYKTOPAMK
dbepmenToB neueHn). HavanbHylo 103y peKOMeHAyeTCs
MIPUHUMATh B TeUEHUE 2 Hell ¢ JaTbHEHIITUM TOBBIIIICHH -
eM Ha 12,5—25,0 Mr ¢ untepBajom B 1—2 Hea. TeparneBTu-
yecKasi KOHILEHTpalMsl mperapara B KpOBU COCTaBJIsIET
4—10 MKT/MT [63].

Ceiizap (JTaMOTpUIXKUH) — aydinuii ADIT B ctapToBoii
Tepanuu abCcaHCOB y ACTel ¢ NMEPBBIM YPOBHEM JI0Ka3a-
TEJIBbHOCTH, 10 MHEHUIO UccienoBareieii [36, 48].

3akmouenne. Knunuyeckas kaptuHa JAD, FOAD
n FOMD umeet BbICOKUI YpOBEHb BapUaOEIbHOCTH, KO-
TOPBIN CO3/IaeT CJAOXKHOCTU B IMarHOCTUKE, HECMOTPS Ha
XOPOIIIYI0 MPEeACTaBICHHOCTb JAaHHOW TEMBbI B JIUTE-
parype.

ITpoTrBOCYTOPOXKHBIE CBOMCTBA JJAMOTPUIKMHA U BaJTb-
IIPOAaTOB COIIOCTaBUMBI MJIM PaBHBI (B 3aBUCUMOCTH
OT MPUCTYIOB Pa3HOTO TUIA), IIPU 3TOM JAMOTPUIKUH
MMeeT 3HaYMTeIbHO MeHble [1D 1Mo cpaBHEHUIO C BaJlb-
MPOEBOIl KUCJIOTOM, a TAKXKe, B OTJIUYME OT 3TOCYKCHUMMU--
na, Xopouuii mpoduiab 3(PpPEeKTUBHOCTU B OTHOLIEHUU
I'CII. [ToaTOMy BO3HMKAaET aujieMMa 0aJaHCUPOBKU MEXK-
1y 3¢ (PEKTUBHOCTBIO B OTHOLLIEHUU MTpUCTYToB, 1D 1 pu-
CKOM arrpaBaliy IPUCTYIIOB.

IlepeHocuMoOCTb B coueTaHUU ¢ 3(PEPHEKTUBHOCTHIO
U OnaronpusaTHBIM BiMsHueM Ceiizapa Ha HaCTpOeHUE,
KOTHUTHBHBIE QYHKIIMM M Kau4eCTBO XW3HU JejaeT daH-
HBIIA MpenapaT 0COOEHHO MEePCIEKTUBHBIM B IPUMEHEHUM
y IeTeid ¥ MOAPOCTKOB.

Joknad uarrocmpuposan KAUHUMECKUMU NPUMEPamu.

Ocob6eHHOCTM Tepanuu abCaHCHOW 3nunencum

B NOAPOCTKOBOM BO3pacTe

Cepeeii leopeuesuy bypo, 0.m.H., npogheccop, pykosodu-
meab omdeaa nuUAencuU U NAPOKCUIMAAbHBIX COCMOAHUL
DI'BY «Dedepanvhbiii yeHmp mo32a U HEUPOMEXHON0UI»
DPMBA Poccuu, npogeccop kaghedpui Hespoaocuu, Helpoxi-
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pypeuu u MeOUUUHCKOI eeHemuKu Ae4ednoeo gaxyibmema
DI'BOY BO «Poccutickuil HauyUOHAAbHbIIL UCCACO08AMENbCKULL
Mmeduyunckuil ynugepcumem um. H. 1. Iupoeosa» Mun3zdpasa
Poccuu (Mockea).

DNUIIETICHs SIBIIIETCS HanboJIee YaCcTo BCTPEYAIOLIM -
Csl HEBPOJIOTMYECKHM PACCTPOMCTBOM B ITOAPOCTKOBOM
BO3pacTe ¢ paclpoCTPaHEHHOCThIO MPUMEPHO 1 ciydaii
Ha 1000 meteit B Bo3pacte 14—16 ner (R.E. Appleton 1 co-
aBT., 1997; D. Chadwick, 1996).

ITonpocTKOBBIM BO3pacT — IEPexo OT AETCTBA K B3PO-
CJIOMY COCTOSIHMIO; 3TO OCOOBIi MEpHO, KOrJa MHOTHE
MOJIOJIbIC JTFO[IY CTAHOBATCS 00JIee He3aBUCUMBIMU U XOTSIT
c/ieIaTh COOCTBEHHBIN BEIOODP B CBOEH XKM3HU; OAPOCTKU
MEHSIOT CTWIb M 00pa3 X13HU (O0JIbIIe MOTYT TOBEPSITh
CBEpPCTHUKAM, YEM POAUTENISIM); MEHSIIOTCS YBJIeUECHUS
(IMCKOTEKM, BUACOUTPHI, AJIKOTOJIb, CEKCYaIbHbIE OTHO-
LIEHUS U T.A.).

PacripocTpaHeHHOCTh pa3HBIX TUIIOB SIMMJICITHISCKIX
MPUCTYIIOB 3HAYMTEIHHO OTJIMYACTCS Y IETeil K B3POCIIBIX
(YO.b. benoycos u coaBr., 2004; H.A. [lIHatigep u coaBT.,
2012; L. Forsgren u coaBrt., 2005). dos1 pa3andHbIX TUTIOB
SIWICTITUYCCKMX ITPUCTYIIOB Y NeTei: IepBUYHO-TEHepa-
JIN30BaHHbIE TOHMKO-KJIOHMYECKHE, TOHMYECKUE, KIIOHU-
yeckue — 40 %, muoxkinonnyeckue — 4 %, abcaHcel — 5 %,
MapiuajbHble C BTOPUYHON reHepaau3aluneil mim 6e3
Hee — 50 %, HemuddepenimpoBanHbie — 1 %. Jloms pas-
JIMYHBIX TUTIOB SITMJIETITUICCKUX ITPUCTYITOB Y B3POCIIBIX:
MePBUYHO-TeHEPAJTU30BaHHbIC TOHUKO-KJIOHUYECKHE,
TOHUYECKHE, KIIoHnYecKue — 30 %, MUOKJIOHUYECKHE —
1 %, abcancel — 1 %, mapLMaibHbBIC C BTOPUYHOM reHepa-
nu3auueit wim 6e3 Hee — 70 %, HenmubdepeHIUPOBaH-
Hele — 6 % (F0.b. benoycos u coasr., 2004; H.A. IlIHaiinep
u coaBT., 2012; L. Forsgren u coaBr., 2005).

BaxXHOCTh MpaBWIBLHOW TUAaTHOCTUKM SIMJICTICUU
B IIOIPOCTKOBOM BO3pacTe OYEeBMIHA, TAK KaK IPaBUIbHOE
YCTaHOBJICHHME TUaTrHO3a SIUJICTICHM OIIPEILIIIeT ITPOrHO3,
a CJIeIOBATEJIBHO, Y MIEPCIIEKTUBBI M OTPAHWYCHHSI, B TOM
YHCJIe B OTHOILIEHUU 00y4YeHUsI, BbIOOpa mpodeccuu u T.10.
[Ipy HEOOXOAMMOCTH 11eIeco00pa3eH MEPeCMOTP AUATHO-
3a, YTO MO3BOJIUT MOATBEPAUTD WU OIPOBEPTHYTH SITH-
JIETICUIO U 00€CIIEYMTh ONTUMAaJIbHYIO Teparuto. [1paBuiib-
HOE yCTaHOBJIEHUE (DOPMBI SMUJIEIICUU BaXHO IS
Onpe/ieIeHUs J0JATOCPOYHOTO MIPOTHO3a U BEIOOpa Hau-
ooutee mogxoasiux ADII.

Oco0ble IPOOIEMBI JICUYCHUSI SITICTICUU Y TIONPOCTKOB
BKJTIOYAIOT BOIIPOCHI HE3aBUCUMOCTH 1 CAMOCTOSITEJIbHO-
CTU B IIPUHSTUU PEUICHUI B OTHOIICHUM JICUCHUS DI -
JISTICHM, a TaKXe 00pa3a KU3HU B 1ICJIOM.

BaxxHble BOIpOChI, 0COOEHHO aKTyaJIbHbIE B ITOIPOCT-
KOBOM BO3pacTe, BKIIIOYAIOT IOJy4yeHUEe O0Opa30oBaHUS
(cnenuanbHOE, BBICIIEE), OPraHU3ALIMIO TOCYTa, HETaTUB-
HOE BJIMSIHUE MPH SITIJICTICUM HapyIIeHUs PeXUMa CHa,
MpYEeMa aJIKOTOJIsl; OTHOILIEHHS TIOAPOCTKA C CEMbEIA U IPY-
3bSIMU; BOIIPOCHI TUITAHMPOBAaHMS OEPEMEHHOCTH (BKITIOYAast
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prussHue ADIT Ha Tu10#); BBIOOP METOOB KOHTPALIETTLUN
U TTOTeHIMAJIbHOE B3anMoaeiicTBue Mexay ADIT u opasb-
HBIMM KOHTPALICNTUBHBIMU CPEICTBAMMU; PUCK TIepeaadn
SMWIETICUU CBOMM JIeTsIM. BaxkHO 00CyXnaTh C MalMeH-
TOM-TIOJPOCTKOM HEOOXOIUMOCTh PETYJISIPHOTO Ha0JII0-
JIEHYs] Yy Bpada, B TOM YMCJIE B TEX CUTYalldsIX, KOTra CIipa-
BUTHCS C SMUJIETICUEN TPYITHO, OCOOEHHO ECJIN TTPUCTYIIBI
yacThle Win Bo3HuKarot [19 ADII.

HapyiieHus npuBep:XeHHOCTH JICYEHUIO HEPEIKO
BCTPEYaloTCs y MOAPOCTKOB. BOJBIIMHCTBO MOAPOCTKOB
YBEpPEHbI B HATMYUU Y HUX aIeKBAaTHBIX 3HAHUI O TOM, KaK
MPUHUMAaTh Ha3HAYeHHBbIC UM IMpeIaparbl; IpU 3TOM
35—55 % u3 Hux HapyaoT pexuM npreMa ADI1. OcHOB-
HbIE IPUYMHBI 3TOTO — 3a0bIBYMBOCTD, OTCYTCTBUE IIpE-
napata moj pykoii, I1D u «couuaabHbie MPUYUHBI»
(M. Asato u coaBT., 2009).

IMoapocTKOBBII TTepUOI — BaxKHOE BpeMs I ycTa-
HOBJICHUSI TIPAaBMJIBHOTO IMarHo3a, MpoBeaecHus aud-
¢depeHUMAbHON NMAarHOCTUKM (IubdepeHIMPOBaHUS
SMUJIETICUU OT IPYIUX MAPOKCU3MAIbHBIX, HO HE 3IWJIEII-
TUYECKUX PACCTPOMCTB/COCTOSTHUIT). OCHOBHBIE COCTOSI-
Hus, TpeoOymue nupdepeHuInanbHON IMaTrHOCTUKU
C SMWICTICUEi, B IOAPOCTKOBOM BO3pACTe: Ba30BarajbHbIC
CHUHKOIIE, MUTPEHb C aypoil («KJIacCUYeCcKass» MUTPEHD),
HE3IMWICNTUYEeCKHE (TICEBIOAIMMICIITUIECKIE) COCTOSTHUS,
yroTpebieHue ncuxoakTUBHBIX BelecTB (G.A. Ricaurte
U COaBT., 1992).

[MogpocTKOB ¢ 3nuiiericueil MOXHO pa3aeiuTh
Ha 2 rpynmnbl; 1) ¢ HayajaoM MPUCTYIIOB B IETCKOM BO3pacTe
(IMarHo3 yXe yCTaHOBJICH; Tepaltvsi TIog00paHa Wiu He 1o~
JoOpaHa — MPUCTYIIbI MTPOAOJIKAIOTCS); 2) C HAYaJIOM MPU-
CTYITOB B IIOAPOCTKOBOM BO3pacTe.

®akTOphI, KOTOPhIE HEOOXOAMMO YIMTHIBATh ITPU Ha-
3HaueHun ADI1 B nmonpoctkoBoM Bo3pacTe (P. Camfield,
2017):

* MepecTpoiika B CTPYKTYpe MO3re: CHHANTUYEeCKUiA
MPYHUHT, TTOBBIIICHUE MUCIMHM3ALMN U aKCOHAJIb-
HOTO IMaMeTpa;

* HEPOSHIOKPUHHbBIE M3MEHECHUS;

* HayaJjio IOJIOBOM XU3HH;

* IICMXOJIOTMYECKOE Pa3BUTHE TOAPOCTKA C IBOJIIOLIMEH
OT paHHEro MOAPOCTKOBOIO BO3pacTa K B3POCIOM
¢aze (18—21 ron), xapakTepusymolieics: GopMupoBa-
HMEM B3POCJIOTO JIOTUYECKOTO MBIIIICHYSI;

* (u3MOJOrMYecKue MepecTpoiiku (POCT TpPyOUYaThIX
KOCTe# U T.1.).

ITpuHIMNBI TedeHns A0CAHCHBIX SMWIETICHIA B IOAPOCTKO-
oM Bo3pacte. [lo nanneiM K.A. Myers (2022), B 1euyeHUUn
TeHETUUYECKUX reHepam3oBaHHbIX anuiencuit (I'THD) yacto
MIPUMEHSIIOTCS BAJILIIPOAT (10 60 MI/KT/CYT), 3TOCYKCUMMI,
(HavyasbHas mo3a — 250 mr/cyt y mereit go 6 set, S00 Mr/cyr
y JeTeii crapiie 6 jiet, MakcuMaiibHo 10 1500 mr/cyT); na-
MoTpukuH (100—400 Mr/cyT); JieBeTupalueraMm (MaKcH-
ManbHasg g1o3a — 3000 Mr/cyT); Kioba3aM (IJ1s1 HallMEHTOB
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¢ Maccoii Tena <30 KT HayaJIbHas 103a COCTaBISIET 5 MT/CYT,
MOBBIIIIEHNUE 03Bl 110 5 MI/HEI, MaKCUMaJbHas 1033 —
30 Mr/cyT; ipu Macce Tena >30 KT HayaJlbHasi 103a COCTaB-
JisieT 10 Mr/cyT, moBbllieHue 103kl 1o 10 Mr/Hen, Makcu-
MasibHas go3a — 40 mr/cyr) [85].

IIpu I'TD He peKoMeHIOBAaHO TPUMEHEHNE CIIeIYIO-
mwux ADII: kapbamasenuH, rabaneHTUH, (PEHUTOUH,
nperadajvH, BUTabaTpuH.

ITo nanubiM K. }O. MyxuHa u coaBt. (2023), B JeueHUU
abcaHcoB HanboJiee 3((HEeKTUBHBI BaJIbIIpoaT, OeH30a1a~
3€MUHBI, JAMOTPUIKMH U STOCYKCUMMUIT; B IEYEHUU MUO-
KJIOHMYECKUX IPUCTYIIOB — BaJIbIIPOAT, OCH3011a3CITUHBbI,
JIeBeTHpaleTaM M 3TOCYKCUMMUI.

B cooTBeTCTBUM € KIIMHMYECKUMU PEKOMEHAAIUSMUI
Mun3znapaBa Poccuu 1o jiedeHU0 SNUJICTICUN U STTUIICTI-
TUYECKOI0 cTaTyca y B3pocabix U aeteii (2022) mpu Briep-
BbIE IMarHOCTHPOBAHHOI reHepaJIM30BaHHOM SITMIICTICUN
(reHepaaIM30BaHHBIX IIPUCTYNax) B Poccuu B pexxume Mo-
HOTEparuy pa3pelleHbl K IPUMEHEeHUIO0 OeH300apouTall,
BaJIbIIPOEBast KMCJIOTa, KapbaMa3enunH, KJIoHa3eaM, Jia-
MOTPUIXKMH, OKCKapOa3emnuH, MPUMUAOH, TOIIMpaMar,
¢denurouH, peHobapobuTan. Haubonee yacTo reHepaiu-
30BaHHBIC (hOPMBI SMUJIEIICUU ACOIOTUPYIOT B JETCKOM
M TIOIPOCTKOBOM Bo3pacTte. PekoMeHyeTcss IpuMeHeHMe
JIAaMOTPUIKMHA B KAYECTBE MOHOTEpanuu abcaHcoB [48]
U B JOIOJIHUTENIbHOM Tepanuu okanbHbIX [107] u reHe-
panu3oBaHHBIX [43, 118] snuaenTUYecKUX MPUCTYIIOB
(BKJIIOYAsl TOHUKO-KJIoHWYecKKe 1 npuctynsl mpu CJII)
(YpoBeHb yOemUTEIbHOCTH peKoMeHmauuii — B; ypoBeHb
JIOCTOBEPHOCTHU A0Ka3aTeabCTB — 2) [8, 9].

L.M. Frank u coaBrt. (1999) onyoirKoBaiu pe3yJibTa-
THI IBOMHOTO CJICTIOTO IJIalle00KOHTPOIMPYEMOTO UCCIIe-
JIOBaHUS C OTKPBITHIM ITOIOOPOM A03bI JJAMOTPUIKUHA
B MOHOTEpAaNMM TUIIMYHBIX abcaHcoB y neteid. Y 82 %
ObLjIa JOCTUTHYTa PEMHUCCUS yKe Ha CTaJi HadyaJIbHOTO
rmoaoopa a03bl; 62 % MallMEHTOB COXPAaHWIM ITOJTHBIN
KOHTPOJIb IIPUCTYIIOB Yepe3 4 HeJl TU1alie00KOHTPOJIMpYe-
Moro nepuoa [48].

PexoMeHmyeTcst MpUMEHEHME 3TOCYKCUMMIA B KAYeCT-
BEe MOHOTepalnuu y JeTeil ¢ TMMMYHBIMU abcaHcamu [29],
MUOKJIOHUYECKHU-aTOHMYECKMMU MPUCTYIIaMK, MMOKJIOHM -
YeCKMMH IIPUCTYIIaMU B BO3pacTe OT 6 JIeT U cTapiiie (ypo-
BEeHb YOAUTEIbHOCTU PEKOMEHIALINIA UIsT a0CAaHCOB — A,;
YPOBEHb IOCTOBEPHOCTHU JoKa3aTesbeTB — 1) [8, 9]. B kaue-
CTBe Ipenapara Ijis1 JeueHUs] TUTTMYHBIX abcaHCoB npu JIAD
3TOCYKCHUMMUJI MPOAEMOHCTPUPOBAJI CBOE ITPEBOCXOICTBO
HaJl BaJIbITPOEBOI KMCJIOTON U JaMOTPUIKMHOM [29].

ITo muenuo B.A. KapnoBa, coOcTBeHHbIE JaHHbIE
«T103BOJISTIOT KBATU(PUIIMPOBATh TaMOTPUIXKUH Kak ADII,
OTBEYAIOIINii TPeOOBAHUIO «IIIUPOTA AEHCTBHUST — MU-
IeHb». MUIIEHBIO SIBJIAIOTCS a0CaHChl M UX KOPPEJISThI
B D3I, e oH MOXeT ObITh IPUMEHEH C 3 JIeT».

ITo ganubiM C. Varesio u coabrt. (2020), OCHOBHBIMU
IuarHo3aMu y moapocTkoB ¢ I'TD OblIn ciaepyooliue
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¢opMbI UAMONATUYECKOI TeHepATU30BaHHON AMTUIETICUI
(UTD): IOAD, IOMD u snuniernicus ¢ U30JUPOBAHHBIMU
I'CI1. ABTOpHBI M3yYasiu BAUSIHUE Ha KAYECTBO >KU3HU MO/ -
poctkoB ¢ I'TD Takux dakTopoB, KaK O0COOEHHOCTHU
TEUEHUS SMWICTICUU U Halnuue apdeKTUBHON CUMIITO-
MaTtuKu. [IpuMeHsICsS KpaTKuii OIIPOCHUK O COCTOSTHUM
3mopoBbs (SF-36) 1 KauecTBa XXU3HU, CBI3aHHOTO CO 310~
pPOBbEM, KOTOPOE CYMMUpPYETCs B 6aju1ax 1o 2 KOMITOHEH-
Tam: pusnuyeckuii KomnoHeHT (PCS: ¢pusnueckue pyHK-
11U, 00JIb U 0011Iee COCTOSTHUE 3T0POBbST) M IICUXUIECKUIA
(MCS: colmanbHoe (hyHKIIMOHUPOBAHUE, SMOLIMOHATIBHOE
0J1arornoaydre v 3Heprusi). ABTOPHI CIENaIN BbIBOABI O TOM,
yT1o ahPeKTUBHBIE CUMITTOMBI YACTO BCTPEYAIOTCS Y MO -
pocTKoB ¢ I'T'D 1 MOryT BJIUATh Ha BOCIPUHUMAEMOE Kaye-
CTBO XXKM3HM 3TUX MALMEHTOB; YaCTOTa IIPUCTYIIOB 3HAUM-
TEJIbHO BJMSET Ha COLMATbHO-3MOIMOHAIbLHOE Ka4eCTBO
XU3HU; ah(eKTUBHbIE CUMITTOMBI B 3HAUMTEILHOM CTere-
HU BJIMSIOT Ha (U3MYECKUE acleKThl KauecTBa XXKU3HU;
B CBSI3U C 3TUM IPU JICUEHUU MOAPOCTKOB C SIMIIIETICUE
HEoO0XOIMMO CBOEBPEMEHHOE BbIsIBIeHNE a(pdDEeKTUBHbBIX
HapyILIeHWH B 3TOM NeIuaTpuyecKoi momyisyu [126].

ITo nanubiM R. Moavero u coasnrt. (2018), neueHue
SMWICTICUU Y eTel TpeOyeT TIATeIbHOM OLIeHKU ITPohu-
JIst 6e3oMacHOCTU 1 niepeHocuMocTu ADIT; mpu Ha3Have-
Huu ADIT HeoOX0AMMO MMHUMU3UPOBATh PUCKU Pa3BUTHUS
H#, Bxirouast HeG1aronpusiTHOE BO3ECMCTBUE Ha pa3ivy-
HbIE€ OpraHbl, TeMaTOJOTMYECKHUE MTOKa3aTeNIU, POCT, B 1ie-
JIoM (bU3MYECKOe pa3BUTHUE, MTOJOBOE CO3pEBAaHUE, MOTOP-
HO€, KOTHUTMBHOE pa3BUTUE U NToBeAeHue. COHIMBOCTh/
celaTUBHBIN 3((EeKT U MU3MEHEHMST TOBEACHUS, TAKUE KaK
pa3npakKuTeIbHOCTh U HEPBO3HOCTD, SIBJISIIOTCS OMHUMU
U3 HauboJtee yacTo HaomonaeMbix HA, cBI3aHHBIX MOYTH
co Bcemu ADII. JlamoTpumaKuH, rabareHTUH, OKCKapoOa-
3eMUH U JIeBeTUpaleTaM, Mo-BUAUMOMY, SIBJISTIOTCS Hau-
bojiee xopoiuo rnepeHocumMbiMu ADII ¢ yacToToil oT-
MeHbI <2 % [81].

ITo mannbiM E.B. Posner u coaBr. (2005), 1aMOTpUIKUH
paHbIIIE CYUTAICS TTperapaToM 2-it TMHUM M OCTaBaJICs KaK
pe3epB IS JISUEHUST PE3UCTEHTHBIX K Teparuu abCaHCOB.
Ho co BpemeHeM OH cTajl TPUMEHSTHCS 3HAYUTETBHO Yallle
1 OCOOEHHO LIEHUTCS B CUTYaLIMSIX, KOTIa BAJIbITPOAT HATPUSI
MPUBOIUT K YBEJIMUYEHUIO MAcChl TeJla, a TAKXKe Y KEHIIUH
JIeTOpOIHOTO Bo3pacTa [98].

B Hacrosiee Bpems ctana o0CyKaaTbCsl BO3MOXKHOCTh
HEeraTUBHOIO BIUSHMUS BajJbllpoaTa Ha PeNpOIyKTUBHbBIE
(YHKIIMM He TOJBKO Y XXEHIIIMH, HO U Y My>X4YuH. PeTpo-
CMIEKTUBHOE HabJomaTe/lbHOEe MCCIe0BaHre MoKa3alo
BO3MOXHYIO CBSI3b MEXIY MCIOJb30BaHMEM BajibllpoaTa
MY>KUYMHAMM B TIEPUOJ 3a4aTUsI U MOBBIIIIEHHBIM PUCKOM
HapYIIEHUN pa3BUTUS HEPBHOM CUCTEMBI Y NETEH.

B HacTosIee BpeMs MosIBUJIAach peKOMEHIAllvs
0 TOM, UTO MPU NIPUMEHEHUU BaJIbIIpoaTa y My>XUMH B Ka-
YeCcTBE MePhI MPEIOCTOPOKHOCTH OHU U UX MapTHEPIIU
JOJIKHBI UCITOJIb30BaTh 9 (HEeKTUBHbBIE METOABI KOHTpa-
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Lennuu. Bpayam pekoMeH10BaHO MH(GOPMUPOBATh Malli-
€HTOB-MYXUYMH, KOTOPbIE MOTYT CTaTh OTIAMU JAETE,
00 3TOM BO3MOXHOM MOBBIIIICHHOM PHCKE 1 O HEOOXOIM -
MOCTH MCIIOJIb30BaTh 3(PPEKTUBHYIO KOHTpALCIIIUIO
BO BpeMsl JICYEHUST BAIBITPOATOM M B TeUEHUE KaK MUHUMYM
3 Mec 1nociie peKpalleHus preMa Bajbipoata [17].

B cootBercTBUM ¢ pekomeHaauusamu NICE o neye-
HUIO SMUJICTICUM Y NETEei, TOAPOCTKOB U B3POCJBIX MPU
abcaHcax (BKJIIOYas AETCKYIO aOCAaHCHYIO 3IUJIEIICHIO)
PEKOMEHI0BaHO IIPUMEHEHUE 3TOCYKCUMMIIA B KAUECTBE
Tepanuu 1-ii ntuHun. Ecau Tepanus 1-it TMHUK He Jgaja
PE3YJIBTaTOB, BOBMOXHO IMPUMEHEHME BaJIbIIpOaTa HaTpUsI
B KaueCTBE MOHOTEpAaNUU 2-i TMHUU VTN JOTIOJTHUTEIIb-
HOTO JieYeHUsI TIpU abcaHcaxX y CICIYIOIIMX KaTeropuid
MalyeHToB: 1) MaJbUMKU BCEX BO3PACTOB; 2) I€BOYKU
B Bo3pacte 10 10 JeT, KOTOPhIM BPSI IV IOHAT00UTCS Jie-
YeHHue, KOrJa OHU JTOCTMTHYT JIETOPOJHOTO BO3pacTa;
3) KeHILUHBI, KOTOpPbIE HE MOTYT UMETh aeTeit. Eciu Te-
panus 2-i TMHUKU HeahGEeKTUBHA NTPU a0CAHCHBIX MPHY-
CTymnax, peKOMEHIOBaHO paCCMOTPETh BOIIPOC O Ha3Haue-
HUU JIAMOTPMIIKMHA WJIM JIeBeTUpalleTaMa B KauyecTBe
MOHOTepaIuu 3-il JMHUU WIK TOMOJHUTEIbHBIX BapyaH-
TOB JICYCHUSI.

I1Ipu abcaHcax B coueTaHUU ¢ APYTUMU BUJAMU MPU-
CTYIOB (WJIM ¢ PUCKOM MX BO3HMKHOBEHUSI) B Ka4eCTBE
BapUaHTOB JICYeHUs 1-ii TUHUM BO3MOXHO Ha3HAYeHME
JIAaMOTPMIIKMHA WJIM JIEBEeTUpalleTaMa y XKEHIIWH U JeBO-
YeK, CITOCOOHBIX UMETh JeTe (BKIIIOYAsi MOJIOIBIX IEBY-
IIEK, KOTOPBIM, BEPOSITHO, TTOTpeOyeTCs JIeYeHUe, Koraa
OHU JOCTUTHYT PEITPOAYKTUBHOTO BO3pacTa), ¢ abcaHCaMU
Y IPYTUMU TUTIAaMU TTPUCTYTIOB (MJIU C PUCKOM X BO3HUK-
HoBeHMs). [TokazaHUSIMU K MPUMEHEHUIO JIeBETUPALIeTa-
Ma SIBJISIOTCS MUOKJIOHMYECKHME TPUCTYIIBI Y B3POCIBIX
U TToApOCTKOB cTapuie 12 net ¢ KOM3, nepBuYHO-TeHe-
paJM30BaHHBIE CYIOPOXHBIE (TOHUKO-KIOHUYECKUE)
MPUCTYIIBI Y B3POCILIX Y MOAPOCTKOB cTapiie 12 ner ¢c UTD
(tabn. 1).

Ceiizap o0amaeT Xopoleil IepeHOCMMOCTBIO Y ALy~
€HTOB XXeHCKoro Tojia. [Ipenapar He oKa3bIBaeT BAUSHUS
Ha TOPMOHAJIBHBIM CTaTyC XXEHIIWH. B CBSA3M ¢ 3TUM «I1e-
pPEKITIIOYEeHHE B IyOepTaTe» Ha JJAMOTPUIKUH UMeeT O0JIb-
moe 3HayeHue. Ceiizap coxpaHseT KOTHUTUBHBIC (DYHKIIMHI
MalMEHTOB, COOTBETCTBEHHO, CIIOCOOCTBYET MOJTYYSHUIO
00pa3oBaHus; HEe OKa3blBaeT KocMeThdeckux 1D u He
BBI3BIBAET U3MEHEHUS BHEIIIHOCTY MAIlMEHTOB (B TOM YK~
cJIe OTCYTCTBHME TUPCYTU3Ma, OXUPEHUs); HE OKa3bIBaeT
HE0JIarONPUSITHOTO BIUSHUS HA TaKME aCIeKThl KU3HU
JKEHIIWHBI, KaK BHELTHOCTh U KpacoTa, CO3JaHKMe CEMbH,
MaTEepUHCTBO, 3I0POBbE MOTOMCTBA, a TAKXKE 3M0POBbE
JKEHIIH B CTapIlieM U ITOXWJIOM Bo3pacTe (BKJII0Yasi rop-
MOHaJIbHbIE U3MEHEHUS B CBSI3U C MEHOIIay30i 1 IUIOT-
HOCTb KOCTHOM TKaHu). [Toatomy Ceit3ap SIBISIETCSI ONITH-
MaJIbHBIM IIpEnapaToM UIS CTaPTOBOM TEPAITMK Y XKESHIIH
JIETOPOJTHOTO BO3pacTa.


https://www.gov.uk/drug-safety-update/valproate-use-in-men-as-a-precaution-men-and-their-partners-should-use-effective-contraception
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Taoauna 1. Bozmoschvie sapuanmov: mepanuu adCaHCHOU INUAENCUL, PESUCIEHMHOU K AHMUINUAenMu4eckum npenapamam nepeot aunuu [101]
Table 1. Possible treatment options for absence epilepsy resistant to first-line antiepileptic drugs [101]

“Old” therapeutic options for resistant absences

Efficiency and characteristics

Kionazemam npumeHsieTcst yarie BCero, HoO BO3MOXHO Pa3BUTHE TOJIEPAHTHOCTH.
IIprimMeHsieTcst TOBbKO B COYETAaHUY C Tepanuei 1eTCKO aOCaHCHOM SMUIeNICUr

Kio6a3am, KiioHa3enam 1 alieTa3ogaMuz
Clobazam, clonazepam and acetazolamide

MepBOI TMHUH. AlleTa30IaMUJI IPUMEHSIETCS PEIKO M3-3a CEPhEe3HBIX

M0O0YHBIX 3h(heKTOB (KAMHHM B ITOYKAX)

Clonazepam is most commonly used, but tolerance may develop. It is used only in combination

with first-line therapy for childhood absence epilepsy. Acetazolamide is rarely used due

“New” therapeutic options for resistant absences

to serious side effects (kidney stones)

Efficiency and characteristics

IIpoTruBOpeUYnBbIE JaHHBIE OTHOCUTEIBHO 3(()EKTUBHOCTH;

JleBeTupaiieram
Levetiracetam

03MOXHO TPUMEHEeHNEe B MOHOTepanmuu**. Bo3MoXXHO MpuMeHeHre
B KOMOMHALIMY C BAJIbIIPOATOM, JIAMOTPUAKMHOM, 3TOCYKCUMUIOM

Conflicting data regarding efficacy; may be used in monotherapy**.
May be used in combination with valproate, lamotrigine, ethosuximide

HeadpdektuBeH B MOHOTepanuu. Bo3aMoxXHO MpuMeHeHe B KOMOMHALIMU

Tonupamar
Topiramate

C BAJIBIIPOATOM, JIAMOTPUIZKUHOM, 3TOCYKCUMUIOM
Ineffective in monotherapy. Can be used in combination with valproate,

lamotrigine, ethosuximide

BosMoxxHO prMeHeHre B MOHOTepanvu; 3¢ (HeKTUBHOCTh B KOMOMHAIIUI

3oHuCcaMuL
Zonisamide

Experimental therapeutic options for resistant
absence seizures

C IPYTMMU aHTUBMWICITUYECKUMU TpernapaTaMu TpeOyeT U3ydeHust
Can be used in monotherapy; efficacy in combination with other antiepileptic

drugs requires study

Efficiency and characteristics

TlepaMmaHen MOXET MPUMEHSTHCS B KAYECTBE JOMOTHUTEIBHOM TEPATTNU
TIPY UAUOTMIATUYECKOM TeHEPaTM30BaHHOM SMUJIETICUY ¢ abcaHcaMu,

Tlepammanen, amuaroirexc*
Perampanel, epidiolex™*

MOKa HeT J0Ka3aTeJIbCTB — /IS JICUEHUSI IeTCKOI aOCaHCHOM SMUJIETICUM.
Dnuanonekc* MPUMEHSIICS TOJIbKO B MOJEIISIX JKUBOTHBIX
Perampanel may be used as adjunctive therapy in idiopathic generalized absence epilepsy,

as there is no evidence for the treatment of childhood absence epilepsy.

Epidiolex* has only been used in animal models

3akmouenne. [1oapocTKy ¢ arMIeNICHel — BO3pacTHas
KaTeropus MallMeHTOB, TpeOyIoIas 0co00ro BHUMaHUS.

I1pu HazHaueHuu ADI1 y MOApPOCTKOB ¢ SMMIETICUEH
JTOJKHBI YUUTHIBATHCSI HE TOJbKO MEIUIIMHCKMIE ITOKa3a-
HUSI, HO ¥ COLIMAIbHO-MEIUIIMHCKME aCTIEKTHI.

Ceiizap sBiIsIeTCS IperapaToM BbIOOpPa Y IIOAPOCTKOB
¢ anutericueit (0COOeHHO IeBOYEK-TTIOAPOCTKOB) C YIETOM
3¢ (HEKTUBHOCTH HE TOJIBKO MPU SIWICIICUH, HO Y BIIMSI -
HUST Ha KOMOPOMIHYIO TTaTOJIOTHIO.

Pepnkue chopmbl anunencui ¢ abcaHcamu.

bonesHb ge Bueo

Onvea HUnvunuuna lllecmakosa, K.m.H., pyKkogooumens
Llenmpa nesponoeuu u snusenmonoeuu cg. Illanmeneimona
npu MIICM «Esepome0», unen Accouyuauuu cneyuanricmos
no KauHuueckoil Hetipoguzuonoeuu, epay-veeponoe bY300
«Qbaracmuas demckas kKauHuveckas 6oavHuya» (Omck).

Cunapom HepoctatouHocty GLUTI, unu 6071e3Hb
ne BuBo, — penkoe reHeTuyeckoe 3aboJieBaHUE, TTOpa-

*[Ipemnapar He 3aperucTpupoBaH B PD.
**B P® neBeTupalieTaM He 3aperMCTPUPOBAH B MOHOTEpAIWH Y AETEA.
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Xarolee HeHTPaTbHYIO HEPBHYIO CUCTEMY 1 IPOSIBIISIONIE-
€Cs1 pa3IMYHOM HEBPOJIOTMYECKOM CUMITOMATUKOM.

bonesns ne BuBo Oblna onucana B 1991 1. Kak «pas-
BHMBAlOIIAsICS AeTCKas SHIIehaIomaThs ¢ KOTHUTUBHBIMMU
HapyLICHUSIMU, CITACTUYHOCTBIO, aTaKCUel, TUCTOHUEH
W SMWICTICHEI, PE3UCTEHTHOM K MPOTUBOSMMICITUISCKIM
npenapatam» [10].

3a00J1eBacMOCTh HEe 3aBUCUT OT BO3pacTa, IoJja Uin
HaLIMOHAJILHOCTHU. [1e6I0T CMHIpOMa MPUXOIUTCS Ha paH-
Hee n1eTcTBO (TepBbie 18 Mec xku3HM). 3a00/eBaHNE BbI3-
BaHO MyTauusiMu B reHe SLC2A, KOTOphIii KOoaupyeT Oe-
JIOK-TPAHCITOPTEP IJIIOKO3bl 1-ro TUIIa, OTBEYAIOIIMIA 3a
MEePEHOC TIIIOKO3bI Yepe3 reMaTosHIeaInuecKuii 6apbep.
B pesyinbrare Takux Myraumii pyHkuys 6enka GLUT1 Ha-
pYILIaeTCsI, TEM CaMbIM TIOJTHOCThIO OJIOKMPYETCsl WY 3Ha-
YUTEJbHO CHIDKAETCS MOCTYIUICHHE B KJIETKHA TOJIOBHOTO
MO3ra IJIABHOTO MCTOYHMKA SHEPTUU — TJIFOKO3bI, HE00XO-
JIAMOM /151 TTOJTHOLIEHHOTO 3HEPIeTHYeCKOro OOMeHa B TKa-
HsIX Mo3ra. B G0/IBLIMHCTBE ClTydaeB MPUYMHOM 32a00JIeBaHS
SIBJISIETCSI TeTepO3UroTHas myTaius B reHe SLC2A 1, BO3HUK-
mas de novo. Betpeyaercs iepenaya maToreHHOTo BapuaHTa
OT POAMTEIS C JIETKOM (hopMoii 3a00ieBaHusI, 00YCIOBIEH-
HOI1, BEPOSITHO, TKAHEBBIM MO3aUIIU3MOM.

OnucaHbl peiKue Caydan ayTOCOMHO-PEIeCCUBHOIO
THIIA HacJieoBaHMs 3a0oneBanus [22, 36, 112].

Hesnunentuyeckoit opmoii 3a001eBaHUS CTpaJaoT
okoJj10 10 % manueHToB. B naHHOM citydae npeo0iagaloT
SIPKO BBIpaXKCHHBIE JBUTATEIbHBIE PACCTPOMCTBA, TaKUE
Kak IapoKcH3MaibHask TUCKUHE3MsI, aTAKCUsI, TUCTOHUSI.
Knaccuueckas dopma BcTpedaercs y 90 % malneHTOB
U OOBIYHO TPOSIBIISIETCST YK€ B MEPBbIE MECSIIIbI KU3HU
B BUIE SIMIJICIITUYECKUX ITPHUCTYIIOB, YCTOMYMBBIX K IIPO-
TUBOCYIOPOXKHOM Tepanuu. Y 1/3 MilaieHIIeB OTMeUaloTCs
OBICTpPBIE IMOAEPTUBAHUS TJTa3HBIX 010K, YACTO COITPOBO-
SKIAIOITUECS TTOBOPOTAMU T'OJIOBBI B TOM K€ HallpaBJICHUH.
Kpome BrilIenepedrcaeHHOro, A1t KIIacCU4ecKoi (popMbl
CUHAPOMA XapaKTEePHbI 3a1epKKa IICUXOMOTOPHOTO pa3By-
THS, CHACTUIHOCTD, aTaKCUSI, TU3apTPUSI, TOJIOBHBIE 0OJIH,
TUIIepKUHE3bI, (hopMUpylolasics Mukpouedanus [10].

Tunpl MPUCTYNOB NMPU CHHAPOME HEAOCTATOYHOCTH
GLUT1. Cungpom HegoctaTouHoctu GLUTI1 saBasiercs
MpUYMHOM 3a601eBaHus B 10—12 % ciayvaeB anujIencUn
¢ abcaHcaM (TUIWYHBIMU M aTUTIMYHBIMA); B 0,7—1 %
CJIydyaeB TOHUKO-KJIOHUYECKUX MPUCTYIIOB; B 0—5 % ciy-
YyaeB IIPU MUOKJIOHUYECKUX, aTOHMYECKUX M MUOKJIOHH -
YeCKM-aTOHUYECKUX TpUcTymax; B 0,6 % ciydaeB IIPUCTY-
MmoB ¢ pedpakTepHbIM TedyeHueM; B 2,7 % ciiyyaeB
STIUJIETICUIM ¢ MHTEJUIEKTYaJIbHBIM Ie(MUIIUTOM /WK
Pa3IMYHBIMU TBUTATCIBHBIMKM PACCTPOMCTBAMU.

KnuHuyeckue peHOTUIBI CMHAPOMA HETOCTaTOYHO-
ctu GLUTI1 yacto uMeroT (eHOTUITMYECKOE CXOACTBO
¢ kinaccuyeckuMu cuHapomamu MI'D, rakumu kak JIAD,
IOAD, FOMD u, pexe, anuiiencueiil ¢ U30JUPOBaHHBIMU
CYIOPOXHBIMM IIPUCTYIIaMHu [66, 75, 76, 99, 128].
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AJITOpUTM IEUCTBUI Bpaya MpU ITOA03PEHUN Ha CUH-
npoM HegoctaTouHocT GLUT1 npuBeneH Ha puc. 1.

CrienliuruyeckuM MapkKepoM CUHIPOMa HEA0CTaTOY-
Hoctu GLUT1 aBasieTcss HU3Kast KOHLUEHTPALIUS TJIIOKO3bI
B CIIMHHOMO3TOBOM XXMIKOCTH (<2 MKMOJIb/). COOTHO-
IIIEHUE YPOBHEMN TTIOKO3bl B CTMHHOMO3TOBOM XXUIKOCTHU
U B KpOBU 00bIYHO cocTaBiisieT <0,4.

ITo nannbiM E.T. JIykbssHOBOI 1 coaBT. (2021), B Ha-
CTosI1Iee BpeMs eAIMHCTBEHHBIM 3(D(MEKTUBHBIM MOIX0-
JIOM K JieueHu1o cuHapoma HegoctatouHocTu GLUT1
apasieTcs K. IlmaBHBIM HCTOYHUKOM HEPIUM IJISI Op-
raHu3Ma CJIyXMT TJoKo3a. B 3mopoBoM opraHusme 6e-
nok GLUTI1 nepeHOCHUT TJIIOKO3Y B HEOOXOIUMBIX KO-
JIMyecTBax yepe3 remMaTo’Hiedanrnuyeckuii 6apwep,
JIocTaBfiss ee B MO3T. [1pu cuHApOMe HeTOCTaTOYHOCTHU
GLUT]1 sTot npouecc HapyieH. B Takux ycioBusx op-
raHU3M CIIOCOOEH UCI0Ib30BaTh KETOHOBbBIE Tejla B Ka-
YyecTBE aJIbTEpHAaTUBHOTO MCTOYHHUKA 3Hepruu. Ilpu
coomonenuu K oopasyeTcs 1ocTaTOuHOE KOJIMYECTBO
KETOHOBBIX TeJI, CTIOCOOHBIX MPOHUKATh CKBO3b reMaTo-
sHUEebaTMYeCKUil 6apbep U MoMaaaTh B MO3T, TEM CaMbIM
MOIAEPXUBAETCS afeKBAaTHbIN 9HEPreTUYECKUil 0OMeH
opraHusma [12].

[Moaxomsl K T1eYeHUIO TTPeNCTaBIeHbl B KTUHUYECKUX
pekoMeHmanusax MunH3npaBa Poccuu mo je4yeHuIo CUH-
npomMa HepoctatouHoct GLUT [11], a Takke B KJTMHU-
YECKMUX PEKOMEHIALIUSIX «DIMIETICHS U STMICTITHICCKUIA
CTaTyC y B3pOCJbIX U AeTei» (2022).

IIpencraBineH KIMHUYEeCKUii TpumMep 3PpHeKTUBHOCTU
K y pedenka 10 yet, HaOJIOAAIONIETOCSI C TMArHO30M:
«Dnunentudyeckas OPD, cBsizaHHasI ¢ HETOCTATOYHOCTHIO
GLUT1, ¢ MUOKJIOHMYECKMMU abCaHCaMU, IPUCTyIIaMU
SMUJIENITUYECKOrO HETaTUBHOIO MUOKJIOHYCa».

IIpencraBieHbl pe3yJbTaThl aHAIM3a COOCTBEHHBIX TaH-
HBIX 68 mayeHToB (28 MykurH, 40 XXEHIINH), Y KOTOPBIX
OBLIY BBISIBICHBI pa3JIMYHbIE MyTallUK B TeHaX, MPEATofo-
KUTEJBHO SIBJISIIOLIMXCS TIPUYMHON anuencuu. Y3 Hux
B 50 ciyyasix MyTalyy ObUTA OATBEPXKIACHBI CEKBEHUPOBA-
HueM o CoHrepy (8 — yHacienoBaHHbIe, 42 — de novo).
Cpenu Hux 4 mauueHTa ¢ cuHapomom aepunmra GLUTI,
MyTtauueit B rene SLC2A1, nOCTUTILNE PEMUCCUU JTUTEITb-
HOCTBIO He MeHee 6—12 Mec: 3 TTarreHTa JOCTUTIIN PEMUCCHH
Ha poHe K/I u 1 — Ha hoHe mpreMa KOMOMHALY BaJIbIIPO-
aTta 1 TordpamMama, 3TOT MalueHT Takeke rmomxydan KJI.

B 11es1oM TIpy 3nUJIETICUSIX ¢ JieXKalleil B MX OCHOBE
TeHEeTUYECKOM MyTallMei MOTyYeHbl JoKa3aTeIbCTBa Mpe-
HWMYIIECTBA MOJUTEpANIMU HaJ MOHOTEeparue.

B 33 % cny4yaeB peMUCCHU TIPY T€HETUYECKUX DITH-
JIETICUSIX OHa OblIa JOCTUTHYTa Ha (poHe ayoTepanuu (Jie-
BeTHpaleTaM + JJaMOTPUKUH, JIeBeTUpaLeTaM + 3TOCYK-
cumun), B 19 % cnydyaeB — Ha ¢oHe Tepanuu 3 ADII
(BaspIipoat + repaMmaHes + 3TOCYKCUMU,; JieBeTUpalie-
TaM + JIJAaMOTPUIKUH + 3TOCYKCUMUI; 30HUCAMUI + Jia-
MOTPUIKUH + 3TOCYKCUMUL).
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Knunnyeckue npusHakm HepoctatouHocty GLUTT /
(linical signs of GLUTT deficiency

I

EcTb cneunduueckue
n3MeHeHua /
There are specific changes

JlabopatopHble UccneaoBaHms,
BKAI0YAI0LLE U3MEPEHIE KOHLIEHTpaLMN
F10K03bI B KPOBY M CIMHHOMO3TOBOI XuAKOCTI /
Laboratory studies, including measurement
of glucose concentration

in the blood and
cerebrospinal fluid

"epe(MOTp KNNHUYECKOro AnarHosa,
npoBeA€eHNe aHann3a Apyrux reHo

Hopma /
Norm

MonekynapHo-reHeTuyeckuit
aHanu3 reqa GLUT1/
Molecular genetic analysis
of the GLUTT gene

BbisneHa mytauua /
Mutation detected

[larHo3 cunapoma
HegoctatouHocTu GLUT1 noarBepxpeH /
Diagnosis of GLUTT
deficiency syndrome confirmed

MAa/eHYECKIX SMMAENTUYECKX SHLedanonatnit/ |
Revision of the clinical diagnosis, N
analysis of other genes of infantile
epileptic encephalopathies

v

WccnepoBanme IHK
poauTenei nauvexta /
DNA analysis of the
patient’s parents

Puc. 1. Areopumm deiicmeuii paua npu nodospenuu Ha CUHOPOM HeOOCMAMOYHOCMU NePeHOCHUKA 2ntoK03bl 1-e0 muna [10]

Fig. 1. Algorithm of actions for a physician in case of suspected glucose transporter type 1 deficiency syndrome [10]

Yenex aHTURIMICTITUYECKOM Tepaniu ¢ JOCTIKCHUEM
pemuccuu ObL1 osrydeH rnpu Mytauusx SCNIA, DEPDCS,
PCDH19, SLC2A1, KIAA2022, SCNSA v pexe TIpu APYruxX
MyTalMsIX.

¥ 13 % naimeHToB nojy4deHa 3¢heKTUBHOCTb TP TTPH-
MeneHuun KII npu mytatmsix SCNIA, SLC2A1, KIAA2022,
UGDH, DYRK 1A, UBE3A, NBEA.

ITo mannbiM E. Kossoff u coant. (2018), oueHuBath
apdexT K/ Hy)kHO He paHee uyeM uyepe3 3 Mec Tocie ee
BBeneHus. DddexTuBHOCTb K/ MOXET MpoSIBISATHLCS B ITe-
puon ot 14 nHeit no 18 Mec mociie BBeneHus. B cpenHem
Ha done K/I 10 % manueHTOB HaBceraa U30aBIIsSIIOTCST OT
MPUCTYIOB, ¥ 15 % MalreHTOB KOJIUYECTBO MPUCTYIIOB
cokparaercst Ha 90 %, y 25 % — Ha 50 %. Ecii mpucTyIibt
yyaiiarTcs B TeueHue 1—2 Hen mocie Havana K], neyeHue
MOXeET ObITh HEMEIJICHHO MPEeKpaIlieHo. Y eTei ¢ yMeHb-
IIeHWeM TpucTynoB 6osee yeM Ha 50 % K] gacto mpe-
KpalllaeTcs mpuMepHo 4yepe3 2 roaa [71].

E. van der Louw u coaBr. (2021) onmy0auKoBaau Kiu-
HMYECKME PEKOMEHIALIMH ITO IIPOBEIEHUIO TPYIHOTO BCKap-
MJIMBaHUS BO BpeMs KETOI€HHOI TUETOTEpaIlluM y IeTeit

paHHEro Bo3pacTa ¢ anuerncueii. OmyoJMKoBaHHBIC paHee
COBpPEMEHHbBIC MEXIyHapOIHbIe pabOTHI HE CONEPXKAIN Pe-
KOMEH/IALIMi 10 BKJIFOUEHMIO TPYTHOTO BCKAapPMIIMBAHUS
B coctaB K/I, B oTimume OT aApyryx 3a001eBaHIi, TAKMX KaK
(beHUIKETOHYpUS WIK APYTUE BPOXIEHHbIE HApyLUEHUS
oOMeHa BEILeCTB. ABTOPBI IPEICTABUIM IPAKTUICCKUE Pe-
KOMEHJAllMM, OCHOBaHHBIE Ha KOHCEHCYCE IKCIEPTOB,
M0 JaHHBIM MEXIyHapoaHOro onpoca [125].

Crpaterum BBeaeHus K| B coueTaHuUM ¢ rpyaHbIM
BCKapMJIMBaHMEM: 1) CMeIIMBaHKUE CLIEXKESHHOT'O TPYIHO-
r'O MOJIOKA ¢ KETOI€HHOI CMeChlo; 2) KeTOTeHHasl CMeCh
JUTSI KOPMJICHUSI U3 OYTBUIOYKM BBOAMTCS TIEPe]l TPYIHBIM
BCKapMJIMBaHMEM; 3) UyepeloBaHME KETOICHHOM cMecH
3—4 pa3za B icHb [IPY IPYTHOM BCKapMJIMBAaHUM, HAYMHAS
C TPYIHOTO BCKapMJIMBaHUs, 32 KOTOPBIM CJIEIyeT KeTO-
reHHast cMecb. OCHOBHBIC TIPEUMYILECTBA COXPAHEHMS
IPyAHOro BckapMiauBaHus B couetanuu ¢ KJI: 1) xxenaHue
MaTepu; 2) CBSI3b pebeHKa C MaTephlo; 3) YMeHblIEHUE
pucka pa3BuTusi MHGEKUN; 4) rpyqHOE BCKapMIMBaHUE
IIOMOT'aeT CIIPABUThCS C 3MU30IaMM UHTEPKYPPEHTHBIX
3a00JIeBaHMi1; 5) MEHbIIIE YAaCTOTa 3a1opa; 6) moIIe pKu-
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BaeTCs aleKBaTHBIN KeTO3, HECMOTPSI Ha HU3KOE KETOTeH -
HOE COOTHONICHUE, W IJISI MATEPU pa3pellieHO yIIoTpeoie-
HUe B U1 yIIeBoa0B; 7) MeHblie [1D B Havae neueHusI;
8) eciiu KJI HeaddekTBHA, TpyAHOE BCKapMIJIMBaHUE
MOXHO IPOIOJIKUTb.

Anunencus ¢ MMOKNIOHUYECKUMU abcaHcamu

Makcum Anamoavesuy SAmun, K.M.H., pyKosooumens
yenmpa HeepoaoUU, INULENMOA0UYU U OOMYAUHOMEDaAnUuU
MI] «Tunnoxpam 21 eek», accucmenm kageopvl Heepoa0-
euu U Heipoxupypeuu ¢ Kypcom MAHyaibHOU mepanuu
u pegaexcomepanuu paxyrbmema nosviueHUs K8aIupu-
Kayuu u npogeccuoHanbHoll nepenod2omosKu cneyu-
arucmos PI'bOY BO «Pocmosckuii eocydapcmeeHHblii
meduyunckuil ynugepcumen» Munszopasa Poccuu (Pocmos-
Ha-/lony).

B 1969 1. C.A. Tassinari 1 coaBT. OITMCaIN OYEHD Pell-
KU CUHAPOM TeHepaIn30BaHHOM SIMIICTICUH Y IeTel —
SIUJICTICUI0 ¢ MUOKJIOHMYEeCKUMU abcaHcamu (DMA)
[114]. B cooTBeTcTBUM ¢ KnaccuduKauueil STujIenTuie-
ckux npuctyrnoB ILAE 2017 abcaHchbl OTHOCSTCS K MPU-
cTynaM ¢ TeHepaJIM30BaHHBIM HavyaJloM, HEMOTOPHBIM
U JCIATCS Ha TUITMYHBIC, aTUITMYHBIC, MUOKJIOHUYECKHE
1 abcaHChl ¢ MMOKJTOHMeH Bek [46]. ITo knaccnpukamm
ILAE 2017 1. [104] DMA oTHOCUTCS K TeHepaTu30BaHHBIM
dopmam anmsencum, reHeTudeckoi atuojoruu. I1o kiac-
cuduKauuu 3nuaenTuiyeckux cunapomon ILAE 2022
SMWICNITUYECKUE CHHIPOMBI C abcaHCaMU MOXXHO pasJie-
JIUTh Ha CHHAPOMBI C TUITMYHBIMU a0CaHCaMU U C aTUTTAY -
HbIMM abcaHcaMu. CUHAPOMBI ¢ TUITMYHBIMU abcaHCaMK
nenstest Ha cuHapomsl UTD (JAD, FOAD, IOMDB), cuH-
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npomel I'TD (BMA, stmtenicust ¢ DA, cuHIpoM HeocTa-
touHoct GLUTI1). ATunuuHblie abcaHChl BCTpevaroTcs
npu (oKaNbHBIX SMUJIENICUsIX U cuHapoMax I'TD: oxanb-
HBIX smuierncugx, [OPC+ (cunapome dpase), CIIT,
OMAII. Takum o6pazoM, DMA OTHOCUTCS K CUHAPOMaM
ITo.

Yactora DMA ocrasaset 0,5—1,0 % Bcex ciaydyaeB
smtenicuu; 70 % nauueHToB — MyxXIMHBI; 70 % MMeEIoT
YMCTBEHHY10 oTcTanocTh [110].

O0s13aTeIbHBIMM JTUAarHOCTUYECKUMU KPUTEPUSIMU
SIBJISTIOTCSI MUOKJIOHUYECKME a0CaHChl KaK Mpeodanaro-
LM TUI TIPUCTYTNA U XapaKTepHble u3MeHeHus Ha DO
(peryasipHbIi TeHepaau30BaHHBIN CaliK-BOJHOBOM MaT-
TepH yacTtoToii 3 [11, CHHXpOHU3UPOBAHHBII 110 BpeMEHU
C MUOKJIOHMYECKMMU TTOACPTUBAHUSIMMU ).

Kpurepun uckiodyeHrs: TaHHOTO CUHAPOMA;

* TUIIBI MPUCTYIOB: (hOKaIbHbIC, aTOHUYECKUE, MUO-
KJIOHWYECKU-aTOHUYECKKE, TOHUYECKUE;

* ODOI'-npusHaku: pokaabHOE 3aMeIJIeHUe, OIHOCTO-
poHHME GOKallbHbIE CITalikh, TeHepaau30BaHHbIE
MEIJICHHbIE KOMILUIEKCHI CITalilK—BOJIHA YaCTOTOM
<2 I1, nudpysHoe poHOBOE 3amMeasIeHr e, He OTpaHu-
YyHBalolleecs MOCTUKTATbHBIM ITEPHUOIOM;

* 1e010T B Bo3pacte 10 1 roma uiu nocie 12 ner;

* HapyuieHus no nanHbiIM MPT, uMmeloinre oTHolleHue
K 3a00JIeBaHUIO, U T€UEHUE 3a00JIeBaHUS — ITPOTpec-
cUpylollee CHIKEHE UHTEJJIEKTa BHE 3aBUCUMOCTH
OT T€YEHMSI SIUICTICUM.

HacropaxmuBaroiiye npru3Haku: yMepeHHast WIU BbI-
paXkeHHas1 MUHTEJUIEKTyalbHasl HEIOCTaTOYHOCTh, OYaroBbIe
HeBpoJiIornyeckre cuMInTomsi [110].

JMuarnoctuyeckue Kpurepun DMA 1o HOBoii Kiaccudukaiuu smwientuiecknx cuaapovos ILAE ot 2022 1. [110]

O06s3aTelIbHbIE KPUTEPHH

HpI/ICTYHLIZ MMOKJIOHMYECKHUE abCaHChl KaK OCHOBHOM THII.
CICI K peryjisipHas reHepajin3oBaHHasA IMUK-BOJTHOBasA aKTMBHOCTb yacTtoTon 3 r]_[, BO3HHMKamIIas BO BPpEMA

MUOKIIOHUYECKUX HOI[epFI/IBaHI/Iﬁ npu abcaHce.
Hacmpaxmnammne NPU3HAKHA

HeBpOJ’IOFI/I‘IeCKI/IfI cTaTtyc: YME€pE€HHasdA WKW BbIpaX€HHasA MHTCJJIEKTyaJlbHasd HEAOCTATOYHOCTD. OuaroBbie

HEBPOJIOTUIECKIE CUMITTOMBI.
Kputepun nckiodeHust

ITpuctymsl: hoKanbHbIC, ATOHUIECKHE, MUOKIIOHNIECKM-aTOHUIECKHIE, TOHUIECKUE.

DI permoHabHOE 3aMEUICHNE; YCTOMYMBBIN (hOKYC IMTMK-BOJHOBOW aKTMBHOCTH; TeHEpaJIM30BaHHAS Me/I-
JIeHHas MMK-BOJIHOBast akTUBHOCTD <2 11 (McKJII0Uasi ee BOSHUKHOBEHNE B KOHIIE 00Jiee ObICTPOTro pa3psiaa);
nuddysHoe 3amemieHre poHa, He OTHOCSIIEECS K IIOCTUKTAILHOMY TIEPUOTY.

Bospacr gediora: 1o 1 roma u mocie 12 jer.

HeitpoBusyanuzalius: HapyleHus o jaHHeiM M PT, nmeroniye oTHoleHrE K 3a00J1€BaHUIO.
TeuyeHue 3a00IeBaHUS: TIPOTPECCUPYIONIEE CHIDKEHUE MHTEIEKTa BHE 3aBUCMOCTU OT TEYCHUS SITUJICTICHUM.

MPT BbInosiHSIETCS TOIBKO IS UCKIIIOUEHUSI IPYTOi STUOJOTUH SIUICTICUH.
|
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OcHoBHbIE KpUTEPHH AUATHOCTHKH DMA:

* OCHOBHBIC TMITbI IIPUCTYIIOB — TUITMYHBIE aOCAHCHI +

I'TKIT;

» ne6tot ot 1 1o 12 net (muk — 7 jiet);
YacToTa MPUCTYIIOB — HECKOJIBKO Pa3 B ICHb; IIPOBO-
uupytoiue daktopsl — I'B 1 hoTocTUMysus;

* XapakTepHble U3MeHeHMsT Ha DD — crmaiik-BOJIHOBbIE
pa3psiabl YacToTol 3 [i1, CHHXpOHU3MPOBAHHBIE C MUO-
KJIOHUYECKMMM TTOACPTUBAaHUSIMU.

G. Videira u coanrt. (2023) onucanu 7 geteit ¢ DMA
(Bce MmaleHThl MyXXCKoro noja). CpeTHMii BO3pacT Havya-
JIa TIPUCTYTIOB COCTAaBUJI 5,2 Tofa (IrarnasoH oT 3 Ao 8§ JieT).
o ne6roTa SMWIETICUM Y 2 ITALIMEHTOB KOTHUTUBHOE pa3-
BUTHE COOTBETCTBOBAJIO HOpME, a Y 5 HabJI01a1ach IJI0-
OasibHasl 3a7iepkKKa Pa3BUTHS WIM peYeBbIe HAPYIICHUS.
TosbKo y 2 TAIMeHTOB UMEJIach MOJIOXUTEIbHAsS CeMEHast
ucTopus anuaerncuu [127].

Ha unrepukransHoit D3I Bo Beex ciydasx BbISIBISAIACH
HOpMaJIbHasT aKTUBHOCTh (DOHA, a TAKKe PErMCTPUPOBaIaCh
CITaliK- M TOJIMCHANK-BOJIHOBAs 3MUJICHTH(hOPMHAs aK-
TUBHOCTh BO CHE; Y 4 MaIlMEHTOB 3NuIenTU(OpMHas aK-
THUBHOCTb OblJIa TeHEPAIM30BaHHOMM, Y 3 TTAllMEHTOB — IIpe-
obnanana B JIOOHBIX oTBemeHusax. MkranbHas D3I
COCTOSIJIa U3 IBYCTOPOHHMX, CAHXPOHHBIX ¥ PUTMUYHBIX
CIaliK-BOJTHOBBIX KOMILIEKCOB YyacToTol 3 [i1, CHHXpOHU-
3UPOBAHHBIX MO0 BPEMEHU C MUOKJIOHYCOM. TpuUrrepHbie
¢dakTophl BKIIIOYAIU (POTOCTUMYJISLIAIO y 2 MALlMeHTOB
u I'B y Bcex manueHTOB. DNujieNnTU(GOPMHBIE pa3psiabl
aKTMBUPOBAIKMCH BO cHe. MPT rojioBHOro Mo3ra u Kapuo-
THII BO BCEX CIyJasiX HE BBISBIISUIM HAPYIICHUIA.

JleyeHre HaYMHAJIOCH C BaJIbIIpoaTa; 2-s1 JIMHUS Tepa-
MUK BKJIIOYaja JaMOTPUIKUH, 3TOCYKCUMUI, JIEBETHPa-
1eTaMm, KjiobazaM M arietazosiaMuz. Y 1 maimeHTa oTMe4eH
BpeMeHHBIN 3¢ dekT Ha K. B OonbIIMHCTBE cllyyaeB
(6 13 7) BO3HMKIIA JIEKAPCTBEHHO-YCTOMYMBAs SITWICTICHS,
HoO pedpakTepHast da3a B pe3yJbTaTe pa3pelnniach yepe3
3,3 roga nocJe rnepBoro npuctymna. 331 HopMmaau3oBajiach
y 5 manueHToB. HecMOTpst Ha mocTenieHHOE IpeKpalieHue
SMNWICNTUYECKUX TTPUCTYIIOB, KOTHUTUBHBIC HAPYIICHUS
COXPAHSIIMCh BO BCEX CIIydasX CO CPEIHUM I100aTbHBIM
Ko3¢ppuuMeHTOM MHTeekTa 58,4 Oanna (auamna3oH
oT 52 no 77); 5 naluMeHTOB CTpaJaloT CUHAPOMOM aedu-
LIMTa BHUMAHUS U TUTIEPAKTUBHOCTH, a 4 UMEIOT ITOBEIEH -
YecKue MpooOJIeMBl.

E.G. Carter u coanrt. (2022) onucanu 10 manueHTOB
¢ OMA (1o 5 mauMeHTOB MYKCKOTO M K€HCKOTO IMoJa).
Bo3spact Havaa 3a6oneBaHusT — OT 6 Mec 10 9 eT. M30-
JIMPOBaHHbIE MMOKJIOHMYECKHE aOCaHChl pETMCTPUPOBA-
JMChy | manueHTa, y 2 OoTME4eHO pa3BUTHUE SIUJIEIITHYE-
CKOTO cTaTyca MUOKJIOHMYECKHX a0CaHCOB. BolbIIMHCTBO
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(6 13 10) malMeHTOB MMPUHUMAJTN BaJIbITPOEBYIO KUCIIOTY.
B 3T0i1 cCepuu HU B OHOM 13 cJiydaeB He nmpoBoamiach KJI
WIM CTUMYJISILIMS Oy patoiero Hepsa. M3 5 manueHToB,
MPOIISAIINX TeHETUIECKOE TeCTUpOBaHKe, y 1 TalueHTa
OBLT BBISIBIEH TYOSPO3HBIN CKJIEPO3HbIN KOMILIEKC, y 1 —
neneuus 17pl3.3 nemie y 1 — BeposITHO MaTOreHHast My-
tauust B SYNGAPI. HapymeHust oOyuyeHus Wi 3aJepKKa
pa3BUTKS OBUIM OTMEYEHBI Y TIOJIOBUHBI MAIMEHTOB ¢ DMA
(5 u3 10). B 2 cayyasix Oblja BBIIOJHEHA KaJIJTIO30TOMUS
(B OTHOM W13 3THX CJIy4aeB — C IIPEeKpaIlieHUeM IPUCTYIIOB
yepe3 8§ Mec Iocjie omepalyu; y BTOPOro naiyeHTa —
C YMEHBIIEHUEM MIPUCTYIIOB OoJiee yeM Ha 50 % depes
5 Mec nocie onepanuu) [31].

IIpornoz YMA. DMA — noxun3HeHHOe 3a00JIeBaHUE.
B 60 % cnyyaeB umeeT MecTO (hapMaKOpPE3UCTEHTHOCTb.
IIporHo3 Gojiee OIATONPUITEH, €CIM MUOKIOHUYECKUE
abCaHCHI SIBJISIOTCA €IMHCTBEHHBIM THIIOM ITPHMCTYIIOB
1 KOHTPOJIMPYIOTCS MEAMKAMEHTO3HO.

IIpuHIMIbI JIedeHns SMIIENTHYECKUX CHHIPOMOB C a0-
cancamu. B coorBeTcTBHMU ¢ pekoMeHaauussmMu NICE npu
abcaHcax (Bkiouas JIAD) npernapaTtom 1-ii TMHUM SIBIISI-
€TCSl 3TOCYKCUMMII, TpeIapaTtoM 2-il JIMHUU — Bajib-
npoat*** ynu Ceiizap (JTaMOTPUIKUH).

I1pu abcaHcax B coueTaHUU C APYTUMU BUIAMU MPU-
CTYITOB K TIpernapataM 1-if JMHUM OTHOCSITCSI BaJIbIIpOaT
HaTpusg™®, Jamo, JieBeTupaleTaM, K mpernaparam 2-ii Ju-
HUM — 3TocyKcumun. He pekoMeHIOBaHbI T IPUMEHE-
HUS Y ITAIIMEHTOB ¢ abcaHcaMu KapOaMas3elnH, rabarneH-
TUH, OKCKap0a3enuH, (eHUTOUH, MperadajnH, THarabuH,
BUTabaTpUH.

®DakTopbl pe3ucTeHTHOCTH a0cancos npu ITD u I'TH.
IMamuents ¢ JJAD, y KOTOPBIX caMbiii KOpoTKuii DI -
MPUCTYII IO JIYeHUs ObLT OoJiee MPOAOJIKUTEIBHBIM,
¢ GOJIBbIIICH BEPOSITHOCTHIO IOCTUTAIOT PEMUCCUU, HE3aBH -
cuMo oT nedyeHus [67]. Ilpm JJAD MyTtanum B reHax
CACNAIH n CACNA1I 66111 cBSI3aHBI C OTCYTCTBUEM pe-
aKIIMM Ha 3TOCYKCUMU, MUCCEHC-TTIOIMMOP(MU3M B TeHe
ABCBI — ¢ OTCYTCTBMEM peaKlUU Ha JaMOTPUIKUH [51].
Ienepanu3oBaHHbBIE TTPOGETH TTOJMCIIANKOB W TeHEpaIM-
30BaHHAasl MApOKCU3MaJIbHasl ObICTpast aKTUBHOCTD SIBJISI-
J0TCS TIpeAMKTOpaMu (hapMakKope3ucTeHTHOCTU ipu UT'D
u I'TD [35].

3akmouenue. Ceiizap — mpernapat BeIOOpa IIpU coue-
TaHUU abCaHCOB C APYTUMHU TUTIaMU TTpUcTynoB. Ceiizap
SIBJISIETCS TIpeTriapaToM 2-i TMHUM TMOCJIe STOCYKCUMUIA
IIPY U30JIMPOBaHHbBIX abcaHcax. Ceii3ap — mpenapar rnep-
BOTO BBIOOpa B KAU4eCTBE JOIOJTHUTEIBHOM Tepanuy Ipu
HenoJHOI 3(p()EKTUBHOCTH CTAPTOBOM TepaIlMu y Maru-
€HTOB C a0CaHCHBIMU (POPMaMM BITMIICTICHH.

Jlokaad unnocmpupogan KAUHUHECKUMU RPUMEPAMU.

*TIpenapar He 3aperucTpupoBaH B PD.

**Banbnpoar MOXeT MIPUMEHSIThCS Y MaLlMeHTOB MYXKCKOTO T0J1a U y JeBoyek 10 10 yiet.

KOH®EPEHLUU, CUMNO3UYMbI, COBELLAHUA
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HEBPOAOT UM

AGCaHCbl C MUOKNOHUEN BeK.

OT TMNa NpUcTyna K CMHAPOMY

Muxaun Banepvesuu bapxamos, k.mM.H., 3a6edyrouuil
Kabunemom 3nunenmonoauu u Hegponozuu PI'BY «Dedepans-
Hblil HAYYHO-KAUHUMECKUIL UeHMP CReUUant3upo8antbiX 8U008
MeOUYUHCKOIL nomougu u meduyunckux mexronoeuit ®MBA
Poccuu», enasnuiii demckuii neeponroe Munzopasa Poccuu
8 Cubupckom gedepanrvrom okpyee (Kpacnosapck).

Hcropust uzyyenuss DMB 6Geper Havano B 1932 1.,
¢ nepBoro omnucaHusg Radovici u coaBT. mMpUCTYNOB
y 20-neTHel AeBYIIKU, Y KoTopoii ¢ 10 jeT HaboaalIuch
«4acThie, IT0 TUITY CITa3MOB, MOPraHUsI BEK ¢ pPUTMUYHBIM
IIOBOPOTOM U TIPUIIOAHUMAHUEM TOJIOBHI K COJIHILY».
B 1977 . Jeavons onucan MB ¢ abcaHcaMu Kak OTIEIbHBIN
KJIMHUKO-3JIeKTpoaHLedatorpauiyeckKuii CMHAPOM. «Xa-
pPaKTepHBIM IIPUCTYIIOM SIBJISICTCSI KOPOTKMI SMU30] 3a-
METHOTO MOIEPruBaHUs BEK C OTKJIOHEHUEM TIJIa3HbIX
sI0JIOK BBEPX, COMPOBOXKIAIOIINIICS TeHepaIM30BaHHBIM
pa3psIoM CIaiiK-BOJIH M BOBHMKAIOIIUI ITPY 3aKPhIBAHUU
ria3. Bee maimeHThl potoceHcuTBHBL. CpeaHUit BO3pacT
nebrora — 6 stet» (Jeavons, 1977). B TeyeHue IIUTEIEHOTO
BPEMEHU JaHHBIM CUHAPOM HOCHJI Ha3BaHUE «MUOKJIOHUS
BeK ¢ abcaHcamu». B manpHeiiiemM ObUIO MPEAIOXEHO
HasBaHue «cuHapoM JIxuBoHca» (Dalla Bernandina u co-
aBT., 1989; Gobbi u coaBnr., 1989; R.E. Appleton u coaBr.,
1993; Bianchi and Italian League Against Epilepsy, 1995;
C.D. Ferrie u coasr., 1996; Giannakodimos, Panayiotopoulos,
1996; C.P. Panayiotopoulos u coasr., 1996; P. Striano 1 coasr.,
2002; C.D. Ferrie, 2004; C.P. Panayiotopoulos, 2005).

ITo MexxmyHapomHoM KiacCUMUKAIUU SITUIETTTHYC-
ckux cunapomoB ILAE 2022, cunapom [I>kuBoHCca HOCUT
Ha3BaHUE «3MUJICTICUS C MUOKJIOHHMEH BeK» M OTHOCUTCS
K SIMWICHTUYCCKUM CUHAPOMaM C JAeOI0TOM B JETCKOM
BO3pacTe, K Kareropuu cuHapomosn ['T3.

IeHeTyecKre TeHepaIM30BaHHBIE SMUISTICUY BKITIOYA-
for UT'D (3anumarorue 15—20 % ot Bcex (popM BITMIETICHIA;
Jallon, Latour, 2005) u apyrue dopmsl ITD. Ilpu nedrore
SITMJICTICUM Y ICTEeH ¥ TIONPOCTKOB B 23—43 % ciydyaeB quar-
Hoctupyetcst omHa u3 popm I'TD (P. Camfield, C. Camfield,
2015); n3 Hux 53—58 % cayyaeB npuxoautcs Ha UT'D (Berg
U coaBT., 1999; Wirrell u coasrt., 2011).

CylIeCcTBYIOT CJI0XKHOCTU B IMarHocTuke DMB, B cBsI-
31 C YeM 4acTo HabjomaeTcs 3aaepkKa B yCTaHOBJICHUM
IMarHo3a, MHOTUM IallMeHTaM CTaBIT HeNpaBUJIbHBII
nmurarHo3 (K.M. Smith u coasr., 2018). ¥ 77 % manveHTOB
MOXKET OBITh YCTAaHOBJICH OLLIMOOYHBII JUarHo3, yaie JAD
wnn FOMD (1. Zawar u coasr., 2022).

ITo nannbiM uccnemoBanus E. Cerulli Irelli u coaBrt.
(2023), Bximovaroniero 267 nanyeHToB ¢ DMB, y xKeHIIIMH
3HAYMUTEIHHO 00JIee BHICOKUI YPOBEHD (hOTOCEHCUTHUBHO-
CTU ¥ YYBCTBUTEIBHOCTH K 3aKPBIBAaHUIO IJ1a3, 60Jiee BhI-
COKasl paclpOCTPaHEHHOCTh MUTPEHM C aypoil win 6e3
Hee. Y MyX4MH 00Jiee BBICOKUI YPOBEHb IOTPAHUYHOTO
uHTe/UIeKTa. [1o JaHHBIM 3THX aBTOPOB, MPEIUKTOPAMM

4

PE3UCTEHTHOCTH Y XEHIIMH SIBJISTIOTCS BO3pacT 1ebioTa,
pa3BUTHE SMUJICTITUIECKOro cTatyca MB, coryTcTBytonme
TcUXuaTpUYecKue 3a001eBaHusI, KaTaMeHHUAJIbHbBIE TTPH -
crynbl. [IpenukTopamMu pe3uCTeHTHOCTH Y MYXKUMH — ¢he-
OpUJIbHBIE TIPUCTYIHLI B aHaMHe3e [32].

E.C. Wirrell u coaBnT. (2023) npeacTaBuIn KOHCEHCYC
5KCIIEPTOB, BKIIOYAIOIIMI OLIEHKY MHEHUs 25 Bpaueit
n3 CIIA, Kanags, Hugepnanoos u Mranuu, nmomsydyeH-
HOTO IpM MOMOIIM CHeUMaJbHBIX OIPOCHUKOB
U UCMOJIb30BaHUs Jeabduitckoro metona. Jenbhuii-
ckuit meton (Metond denbdu) sABAsIeTCS METOAOM IPO-
rHO3a, IPY KOTOPOM C ITOMOIIbIO aHKET IPOBOIUTCS
WHIMBUAYAJIbHBIN OMPOC 3KCIIEPTOB B HECKOJBKO 3Ta-
OB, BILIOTh 10 MOMEHTA pellIeHUs MOCTaBIEHHOM 3a-
Jlayu, TIPY YCIOBUU OTCYTCTBUS JTUYHOTO OOILIEHUST MEX~
Iy BKCIIepTaMMu.

IIpu aHanM3e MHEHUS 3KCIIEPTOB ObLIM MOJYYEHBI
cJIemyIolKe 3aKI0UYEeHUs IO pa3InYHbIM acriektaM OMB,
C KOTOPBIMU COIIACUIIOCH OOJIBITMHCTBO 3KCIIEPTOB.

I'enernueckue ocHoBbl DMB. D0OTOCEHCUTUBHOCTD,
BEPOSITHO, MMEET 3HAUUTEIbHYIO TEHETUYECKYIO TETepO-
TEeHHOCTb U CJIOXKHYIO T€HETMUYECKYIO apXMTEKTYpy, Clie-
IUIEHUE C HeCKoJbKUMMU Jlokycamu (Tauer u coaBnr., 2005;
G. Coppola u coasr., 2023). I1pumepnro B 30—40 % cuy-
yaeB npu DMB B KIIMHUYECKOI KapTHHE 3a00JieBaHUS
MPUCYTCTBYIOT I'€HEePaJIM30BaHHBIE MMOKJIOHUYECKUE
MPUCTYNHI (UTO co3daeT IepeceyeHue ¢ (heHOTUIIOM
OMD) (Smith u coasr., 2018; Nilo u coasnr., 2021; Y. Des-
tina u coasT., 2006). [Tpn DMB ObITM OITMCAaHBI MYTALIN
B reHax RORB, SYNGAP1, KCNBI, NAAI10, COL6A3,
KIAA2022, CHD2, NIPAI, APC2, NEXMIF, TRIMS, IFIH1
u SLC2A1 (Zawar u coaBbrt., 2022; Morea u coaBnr., 2021;
Vlaskamp u coasrt., 2019; Marini u coaBt., 2017; Valentine
u coaBT., 2018; Madaan u coaBr., 2019; Samanta, Willis,
2020; Galizia u coaBr., 2015; Spagnoli u coasr., 2021; Mas-
trangelo 1 coasrt., 2020; Cioclu u coaBrt., 2021; Borlot u co-
aBT., 2017; G. Coppola u coasr., 2023).

Pa3muunbie eHoTrnbl namuentos ¢ DMB. 1o naHHBIM
koHceHcyca akcnepToB (E.C. Wirrell u coasr., 2023), Mox-
HO BbIAEIUTH 2 (peHOTUNA NaleHToB ¢ DMB: 1) ¢ 6onee
paHHUM HayaJloM, 60Jiee BEICOKOM I0JIEi ITAallueHTOB C M-
CTBEHHOM OTCTaJIOCThIO 1 JIEKAPCTBEHHOI YCTOMYMBOCTHIO;
2) ¢ MO3IHUM Ha4yaJoM, HOPMaJbHBIMUA MHTEJIICKTYaIh-
HBIMM CIIOCOOHOCTSIMM U OO0JIbIIICH JIEKAapCTBEHHOM BOC-
MIPUMMYMBOCTBIO.

E. Cerulli Irelli u coant. (2022) BbiaenuIn 3 moaTUIIa
DMB 1o pesyiasrataM KpyITHOTO MHOTOLICHTPOBOIO MC-
cnenoBanus (n = 267). [lepsbrit moaTun DMB ¢ paHHIM
HavyaJoM: caMasl BBICOKas YaCTOTa YMCTBEHHOM OTCTaJIO-
¢TH, pedpakTepHOCcTh K ADII, conyTcTBylolIMe cuxmuye-
CKMe HapylIeHMS U camasl HU3Kasl 4acToTa CeMEHOro
aHaMHe3a snujiencuu. Bropoit nogrun 9MB ¢ mpomexky-
TOYHBIM HA4YaJIOM: camasl BBICOKasI 10151 TeHepaIM30BaH-
HbIX MUOKJIOoHNYeckuX npuctynos u I'CI1. B moarpymnmne
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3akimouenusa Koncencyca skcneproB (E.C. Wirrell u coasr., 2023)

Kmnuyeckue npossienuss DMB:

MB y marueHTa MOXeT CYIIeCTBOBAaTh B TEUEHUE MHOTHUX JIET, IO TOTO KaK OyIeT paclio3HaH KaK SIUJIeTI-
TUYECKUI IIPUCTYII;

Cpeay MalMeHTOB MPe00IagaloT KEHITUHBL,

HCTOpHS (DEOPMITBHBIX CYI0POT HabmomaeTcd y <25 % nalieHToB;

10 50 % poncTBEeHHUKOB | cTeneHn poacTBa B aHaMHE3¢ MMEIOT yKa3aHUe Ha 3MUIeIcHIo (He (heOpuIbHbIe
CYyZIOpOTH);

10 50 % nanbHUX POICTBEHHUKOB B CEMEITHOM aHaAMHE3¢ MMEIOT YKa3aHue Ha ANUIercuio (He heOpuIbHbIe
CYyZIOpOTH);

y MMaIlMeHTOB HAOJIOAAIOTCS CIIydyar TpeleTaHMs WIN 3aKaThIBaHUS IJ1a3 6e3 Koppensiuu ¢ DI, KoTopbie
BBITISIAAT Kak M B (0T peakux 10 o4eHb YacThIX);

y 10 50 % marmeHTOB MOTYT HaOIIoAaThCsl COOBITHSI B BUIE TPEeNeTaHUs BeK 0e3 Koppesiiuu ¢ DT, koTo-
pbIe BBIDJISIAAT MOXOXXMMU Ha MB.

Tunel npucTynoB U Kaprtuaa DI

I'TKII: HabmonatoTcst 6osee ueM y 50 % B neOI0Te MPUCTYITOB; BCTPEYAIOTCSI BCEraa MJIN YacTo;

abCaHChI: BCTPEYAIOTCsI YaCTO MM MHOT/A;

MMOKJIOHMYECKHE TIPUCTYIIbI: HaOmoaaloTcs MeHee 4yeM y S0 % malueHToB B Havyajie 3a00JieBaHUsT; Ha0-
JonaloTcss MeHee YyeM Yy 50 % malmeHTOB Ha NPOTSDKEHWM BCEro 3a00JIeBaHUS; BCTPEYAIOTCS PEIKO
WJIA MHOT/A;

TOHWYECKUE MTPUCTYIIbI: HAOIIOAAI0TCS MeHee YyeM Yy 25 % MalMeHTOB B Hauasie 3a00jieBaHts; HAOII0aaI0T-
cs1 MeHee 4yeM y 25 % MalMeHTOB Ha ITPOTSDKEHMH BCEro 3a00J1eBaHMS; TaHHBIM TUIT IIPUCTYIa OTCYTCTBYET;
JAHHBIM TUIT IPUCTYIIAa BCTPEYAETCS WU SIBJISIETCSI KPUTEPUEM MCKITIOUEHMS TUarHo3a;

aTOHWYECKUe MTPUCTYIII: HAOMIOAAIOTCS MeHee YeM y 25 % MmalveHTOB B Hauase 3a00JieBaHusT; HAOII01at0T-
cs MeHee 4yeM y 25 % MmalMeHTOB Ha IIPOTSDKEHMH BCero 3a00J1eBaHMST; TaHHBIN TUIT IIPUCTYIa OTCYTCTBYET;
JAHHBIM TUIT IIPUCTYIIA BCTPEYACTCS WU SIBISIETCS KPUTEPUEM UCKITIOUEHMST TUarHo3a;

6eCcCyI0pOXKHBINM SMUIECTITUIECKUI CTaTyc: HabmoaaeTcss MeHee yeM y S0 % ImalueHToB B Hayase 3a00JieBa-
HUsT; HabmomaeTcst MeHee yeM Yy 50 % malreHTOB Ha IIPOTSKEHUU BCETo 3a00JIeBaHMsI; BCTPEYAETCs PEIKO
WJIA MHOT/A;

(bokaTbHBIC MPUCTYITBI: BCTPEYAIOTCS PEIKO MU SIBJISTIOTCS KPUTEPHEM MCKIIIOUSHUS JUarHo3a.

IIpoBoKauus M AyTOMHIAYKIUS NPUCTYIIOB:

MHIYKIUS: MeHee yeM y 50 % MmalreHTOB NMeeT MECTO MpeTHaMepeHHas (ayTOMHIYKIIV) WU HeTpeaHa-
MEpPEHHasI MHIYKIIWS; y TAlWEeHTOB ¢ ayTOMHAYKIMEN IIPUCTYITBI BO3HMKAIOT KaK B PE3YJIBTATE MTPEAHAME-
PEHHOM ayTOMHIYKIIMN, TaK U CIIOHTAHHO WJIM IIPY HETIPpeTHAMEPEHHON MHIYKLINW;

(DOTOCTUMYITALIMS: MOXET TIPOBOLMPOBATH MPUCTYIIB; SIBISETCS TIPOBOLMPYIONINM (haKTOPOM OoJiee 4eM
B 50 % ciyyaes;

SPKHUI NCKYCCTBEHHBIN CBET: MOXKET ITPOBOLIMPOBATH ITPUCTYIIH;

COJIHEYHBIN CBET: MOXET IIPOBOLIMPOBATH IIPUCTYITHI;

[IPOU3BOJIEHOE 3aKPBITHE TJIa3: MOXET IIPOBOLIMPOBATH IIPUCTYITHI;

PUTMUYHBIE IBMKEHNS KMCTBIO: TIPOBOLIMPYIOT TPUCTYIIBI MeHee 4eM B 50 % cirydaes;

JOeGUIUT CHA: TIPOBOLMPYET IMPUCTYITLI MeHee 4eM B 50 % ciyuyaes;

BBICOKASI JIMXOPAJKa: MPOBOLUPYET MPUCTYIILI MeHee ueM B 50 % ciyuaes;

HapylIeHe MEHCTPYAIIbHOTO 1MKJIa: TIPOBOIIMPYET MPUCTYIIbI MeHee YeM B 50 % cirydaes.

75



76

IIETCKOM

HEBPOAOI'MI

JInarnoctuka DMB:

® SMB, HE3aBUCUMO OT HaJIM4YUA WJIM OTCYTCTBUA aﬁcaHCOB, SABIIIETCI 00S3aTEIIbHBIM JJIA YCTaHOBJICHUA
JurarHo3sa,

* Haymmare MB o KIIMHUYCCKOMY aHAaMHE3Y ABJIACTCA 00s13aTeJIbHBIM WU IIOATBCPXKIACT JMArHoO3,

* Haimuyue MB IIpHU OCMOTPE ABJIACTCA 00s13aTeILHBIM I HOATBEPXKAACT JUArHO3,

® SHH)IGHTI/I(I)OPMHaH AKTUBHOCTDb, 3aperuCTpupoBaHHasd Ha 93E SABIISIETCS 0043aTENbHBIM WJIA BCIIOMOTA-
TCJIbHBIM ITPMU3HAKOM JJId YCTAHOBJICHUA JUArHO34a,

¢ IPUCTYIIbI, BbI3BBAHHBLIC 3aKPbLITUEM TIJ1a3, NN SHPIJICHTI/I(l)OpMHaH aKTUBHOCTB Ha DOI" aBiIsgroTCS 0053a-
TCJIbHBIMU WX MOATBCPKAAIOINIMMU TUAIrHO3 IIPpU3HAKaMM,;

¢ KIIMHHWYEeCKas (I)OTOCCHCI/ITI/IBHOCTI) SABIISIETCS 003aTETbHBIM WIN IIOATBECPXKAAIOIIMM JUArHO3 ITPU3HAKOM;

® (I)OTOHapOKCI/IBMaHI)HaH pcaKkuuAa Ha DOT aBnsgeTcsa 00a3aTeTbHBIM UIN IIOATBCPXKIAIOIIMM JUATrHO3 IIPU-
3HAKOM;

* MB c abcancamu win 0e3 HUX 00g3aTesIeH JJIA YCTAaHOBJICHUA AMAardHo3a, BhIABIACTCA B HaYaJl€ UJIM Ha IIPO-
TSAKEHUU BCETO 3a6OI[eBaHI/IFI;

* MB c abcancamu BcTpevaercs 6osee yeM y 50 % MaiueHTOB Ha IIPOTSKEHUM BCETO 3a00JIeBaHUS; TIPOSIB-
JIACTCA B HavaJI€ MJIM Ha ITPOTAKCHHUUN BCEIO 3a6OJI€BaHI/I$I; SABJIIETCA 0053aTETBHBIM IIPU3HAKOM MUJIU ITOMO-
racT B AMarHOCTUKE.

OcHoBHbIE NPUHIUIIBI THATHOCTHKH

ICIC) i

* npoBeaeHue DD He0OXOAUMO BO BCeX CIydasix;

* OCHOBHasT aKTUBHOCTh (POHA OOBIYHO B HOPME;

* TOCJIe 3aKphIBaHUS TJ1a3 adb(a-aKTMBHOCTh 10 TEMEHHO-3aThUIOYHBIM OTBEACHUSIM MOXET OBITh OoJiee
BBIPaKEHHOI B CPABHEHUU C HOPMAJIbHBIM «3aTHEIOMMHAHTHBIM» PUTMOM;

* XapakTepHa peructpanus Ha DI reHepaan3oBaHHONW MHTEPUKTATbHOMN SMIENTH(OPMHON aKTUBHOCTH
yacToToi 3—6 Iix;

* IIOYTH y BCEX MAIlMEHTOB B TeueHue Ooe3Hu Ha DI peructpupyercst hoTormapoKCu3MaabHas peakilus;

* (poTomapoxkcuzMaibHas peaklus MOXET ocjiadbeBaTh Mmoj aeiictBueM ADII u ¢ Bo3pacToMm;

* (hoTOMapoKCcU3MalbHas peakivs UMeeT r'eHepaIM30BaHHbIM XapaKTep WU IIpeodagaeT B 3aIHUX OTBEIe-
HUSIX;

* MB, KaK npaBuio, MOXHO 3aperucTpUPOBaTh Ha 0ObIYHOI DT

HeiipoBuzyamuzamms: pe3ynsratel MPT (eciiu MPT npoBeneHa) B HOpMe WX ITOKAa3bIBAIOT OTKJIIOHEHUS,
KOTOpBIE HeCITeI(UIHBI M HE CBSI3aHbI C AMWICTICHE (HallpuMep, apaXHOMIAIbHYIO KUCTY, aTpodMuIo,
W3MEHEHUsI OeJIOTo BEIIeCTBA).

T'eHeTnyeckue ucce10BAHUS:

¢ TCHETUYECKOE TECTUPOBAHUE CJIICAYET IMPOBOAUTH IMPHU HAJIUMYHUU OOHOIO WJIN KOMOWHAIIMU CJICAYIOIINX
(I)aKTOpOBZ CEMEWHBI aHAMHE3 SIUJIETICUM, YMCTB€HHAasA OTCTaJIOCTb UJIN (I)apMaKOPCSI/ICTCHTHOCTL;

* BbI60p METOJAa T€HETUYECCKOIo0 MCCIACI0OBaAaHUA (CC)II/I OHO HpOBO,Z[I/ITCH)I SIMUJICTITUYECKaA ITaHEJIb T€HOB
60 CEKBCHMPOBAHUE 9K30Ma.

HccnenoBaHne CHUHHOMO3TOBOM KUIKOCTU: OOBIYHO HE IIPOBOAUTCA UM IMTPOBOAUTCA B PCAKHUX ClIydasaX.

Kpurepun nepecMoTpa 1Marno3a: ¢hokajabHbIE IPUCTYIIH (3HAYUTENBHO BIMSIOT Ha TIEPECMOTP IUArHO3a
(TpeOyIoT MepecMOoTpa IMarHo3a)).

JuddepeHunaabHblii JMATHO3:
* MB MoxeT ObITh OLIMOOYHO AUArHOCTUPOBAH KaK MUTATEIbHBIN TUK;
* BO3MOXHO HaJloxkeHre KapTuHbl ODMB 1 FOMD y HeKOTOPBIX MaleHTOB.



IETCKOM

HEBPOAOI'MN

Komopouanbie paccTpoiictea npu DMB:

HOPMaJIbHBIA MHTEJIEKT Gojice ueM B 50 % ciyuaeB; jerkass yMCTBEHHAsI OTCTAJIOCTh MeHee 4eM B 50 %
CIIyJyaeB; TsDKeJIas yMCTBEHHas OTCTAIOCTh MeHee ueM B 25 % ciyJaes;

CUHIPOM Ae(UIIMTa BHUMAHUS U TUIIEPAKTUBHOCTU: MeHee YeM B 50 % ciyJaes;

JUCIIeKCcusT: MeHee uyeM B 50 % ciyuaes;

ayTHU3M: MeHee 4eM B 25 % ciydaes;

Jenpeccust: MeHee ueM B 50 % ciyuaes;

TPEBOXHOE PacCTPOMCTBO: MeHee ueM B 50 % ciydaes.

Tepanua DMB:

BO3MOXHas 3(h(heKTUBHOCTh 3TOCYKCUMMUIA M KJI0Oa3aMa;

OTCYTCTBYET eIMHOE MHEHUE (pe3y/IbTaThl IPOTUBOPEYUBEI) 00 3(pheKTUBHOCTH OpHUBapalieTaMa, 30H1Ca-
MM, TOMMpaMara, KaHHaouanona*, heHdaypaMruHa*, aleTa3oiaMmia, KiioHa3ernama, epamMiaHesa, ja-
KocaMua, CTUMYJISIIIMK OJTyXKIAIOIIEero HepBa, XMPYyPruuecKoro JeUYeHMsT SMUJICIICUM, HOIIEHUS JIMH3,
CHIDKAIOIIMX (POTOIYBCTBUTEIBHOCTD;

OJ10KaTOpPhI HATPHEBBIX KaHANOB (3a McKIoueHueM Celizapa (JJaMOTPUIXKKMH)) TPOTUBOITOKA3aHBI;
JIOCTUTHYTO OOIIee COMIache O TOM, YTO YacToTa hapMaKOpPe3UCTEHTHOCTH y MaleHToB ¢ OMB cocraB-
JsieT >25 %; o MalieHTOB, Y KOTOPHIX IPUCTYIIBI IpeKpainatorcs mpu mpueme ADII, cocrasmser >25 %;
TOJIBKO B penKuX cirydasix (<25 % ciydaeB) MalMeHThl MOTYT IIpeKpaTuTh mpueM ADII ¢ coxpaHeHUEM pe-
MMCCUU;

B CJIy4YasiX JOCTVKEHUSI PEMUCCHH MaJIOBEPOSITHO €€ HACTYILUICHHE 0 ITOIPOCTKOBOTO MJIM B3POCIIOTO BO3-
pacta. Pemuccus 1 oTcyTcTBUE MPUCTYIIOB 0€3 mpreMa JieKapcTB penko (<50 %) HabmomaoTcs B BO3pacTe
13—17 net. Pemuccust 1 IpeKpanieHrue PUCTYIOB 0e3 mprueMa JIeKapcTB peako (<25 % ciaydaeB) BcTpeda-
1oTcs 1o 12 jieT;

JIOCTUTHYTO YMEPEHHOE 00IIIee COrIache O TOM, YTO Y HEKOTOPBIX IMAIIMEHTOB HAOJII0AaeTCsI JIETKOE TeUCHUE
OMB, KoTopoe MoXKeT HUKOIa He MoTpeboBaTh HazHaueHus1 ADII;

y NAllMEHTOB C PaHHUM J€0I0TOM, YMCTBEHHOU oTcTanocThio u/miu 6osee yacteiMu ['TKII ¢ Gonbiieit
BEPOSITHOCTBIO (hopMuUpyeTcst HapMaKOpPe3UCTEHTHAsI SITUICTICHST;

MOXHO BBIIEIUTH 2 (heHOoTUIa MauueHToB ¢ OMB: 1) ¢ 6onee paHHUM HayajioM, 0oJiee BBICOKOM moJIei
MAIMEHTOB C YMCTBEHHOM OTCTAJIOCThIO U JIEKAPCTBEHHOM YCTOMYMBOCTBIO; 2) C MO3IHUM HadaioM, HOP-
MaJIbHBIMUA MHTEJUIEKTYaIbHBIMU CIIOCOOHOCTSIMU 1 OOJIBIIIEN JIEKAPCTBEHHOM BOCIIPMUMYNBOCTbIO;

B OTHOILIEHUM CPOKOB BO3MOXHOI oTMeHbl ADII (korma MoxHO HauMHaTh oTMeHy ADII y mauueHToB
B PEMUCCHH) €IMHOE MHEHUE HE MOJTYICHO.

OxumgaeMasi IpOJOKUTEIbHOCTD XXNU3HU ITpu DM B 00b1YHO HOpMasbHas.

¢ TeHepaIM30BaHHBIMU MUOKJIOHUSIMU 3HAYUTEIIHHO Yalle
BcTpevatorcst Murpedb u I'CII. Tpetuiit nontun SMB —
¢ no3guuM HavajioM (E. Cerulli Irelli u coast., 2022).

ITo manubiM uccnenosareneii (E. Cerulli Irelli u coaBr.,
2022; Coppola u coaBnT., 2023), MOXXHO BBIACIUTD 2 MO~
tiia DYMB. 1151 moaTtumna «3MB+» xapakTepHbI clieayto-
1IMe MpU3HaKu: 6ojiee BhICOKasl yacToTa YMCTBEHHOM
OTCTaJIOCTH, HApYIICHUs ITOBeIeHUS, O0Jiee paHHUI BO3-
pacT Hayvajla 3MWIETICHH, SIMICIITUYecKuii ctatyc MB,

reHepaJM30BaHHAasl MapoKCcU3MasibHasl ObICTpasi aKTUB-
HocTb Ha D3I, ayToMHAYKIMS TPUCTYIIOB, (DeOpUIbHBIE
MPUCTYIBl U (hapMaKoOpe3uCTeHTHOCTh. s moaTumna
«TosIbk0 DM B» XapakTepHbI JOOPOKaYECTBEHHOE TEUEHNE
C peMucCcHueil MPUCTYIIOB U OoJiee OJaronpUsITHBINA Heli-
pOICUXUATPUYECKUIN TPOTHO3.

3akmouyenue. Bospact gediora, ganHsie o I'TKII
B aHaMHe3e, CONMYTCTBYIOIIME ICUXUaTpUIecKue 3adoe-
BaHUS M aHaMHe3 (heOPWIbHBIX IPUCTYIIOB — (DaKTOPHI,

*TIpenapar He 3aperucTpupoBaH B PD.
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KOTOpBIE MOTYT OTPMIIATEIbHO BIUATh HA ITOCTMKEHUE
YCTOMYMBOTO KOHTPOJIs1 MpucTtynoB Iipu OMB (E. Cerulli
Irelli u coaBt., 2022). I1ocTosiHHasA (POTOCEHCUTUBHOCTh
W YyBCTBUTEJILHOCTD TP 3aKPHITUU IJ1a3 CBSI3aHbI C (hap-
Makope3ucTeHTHbIMU npuctynamu (L. Giuliano u coaBT.,
2019). ADII BeiOOpa B teueHun DMB: BaibIpoart, JeBe-
tupaueraM u Ceiizap; ripu aToM Ceiizap u JeBeTHpalie-
TaM — TIpenaparsl 1-if JMHUM 1T KEHITUH AETOPOIHOTO
Bo3pacTta (K.M. Smith u coasr., 2023).

Joknao uantocmpuposar Kaunuveckum npumepom IMB
y desouxu 10 aem.

3nunencusa ¢ paHTOMHbIMU aBcaHcaMu

3apema Kazbyramosna lopuxanosa, K.M.H., cmapuiuil
HAay4Hblil compyoHuK, Heeponoe/snurenmonoe Hayuno-uc-
€1e008aMeNbCK020 KAUHUMECK020 UHCIMUMYma neouampuu
um. akaod. F0.E. Beavmuwesa @I'BOY BO «Poccuiickuii na-
YUOHAABHDLI UCCA008aMENbCKUN MEOUUUHCKUU YHUGEPCU-
mem um. H.H. Ilupoecosa» Munzdpasa Poccuu.

B coOTBeTCTBUM ¢ PYCCKOSI3LIYHBIM CJIOBApEM TEPMM -
HOB, MCITIOJIb3YEMbIX B KIMHUYECKOI 3J1eKTpo3H1Iedhato-
rpacum, abcaHc (absence) — 3TO MPUCTYI C TeHEPaInU30-
BaHHBIM HavajoM. He cienyer ucmoib3oBaThb 3TOT
KJIMHUYECKUN TepMMH I onucaHus DOl -maTrepHa.
B zaxiouennn DB pekoMeHayeTcs yKa3biBaTh MOp¢o-
JIOTUIO TeHepaIM30BaHHbIX Pa3psiIoOB: CIIaiiK—BOJIHA, KOM-
IJICKCHI OCTpasi—MeIJIcHHasI BOJIHA, C YKa3aHMEM YaCTOThI
(Hampumep, 3 Ii).

B cooTBeTCTBUM € KIIMHMYECKUMU PEKOMEHAAIUSIMUI
«DNUIIeTIcys U SIWISTITUYECKUI CTaTyC Y B3POCIIBIX U JIe-
Teit» (2022) haHTOMHBIN, U «CYOKJTMHUYECKUIT», abcaHC
(ot dpaH1L. “fantome” wau aHII. “phantom” — npuspak) —
3TO MPUCTYN abcaHca, MJISIIIUICS CIUIIKOM KOPOTKOE
BpeMsi (2—4 ¢), 4TOOBI MOXKHO OBIJIO 3aMETUTh BHIKJIIOUE-
HME CO3HAHUSI; [IO3TOMY JaHHBIIA IPUCTYIT PETUCTPUPYET-
¢l TOJIBKO 3JieKTporpacdudeckul. Takum 006pa3oM, B CBSI3H
C X KOPOTKOM ITPOAO/KUTEIbHOCTHI0 DA UMEIOT criemy-
foII1e OCOOEHHOCTU: OHM He3aMETHBI I MallMeHTOB,
a TakKe MX He 3aMevaroT OKpyxKalolue (WICHBI CeMbH/
KJIMHULIMCTBI); TIPUCTYIIBI 3TOTO TUIIA HE HApYIIAIOT He-
BpoJioTUYeckre (PYHKIIMU, OJHAKO MOTYT NMPUBOIUTH
K BpEMEHHBIM HapyllleHUsIM BHUMaHus [92].

Brniepsrie @A 6sutn onucanbl C.P. Panayiotopoulos
u coaBT. B 1993 . A B 1997 . C.P. Panayiotopoulos u coaBT.
ormcanu codetanue I'TKII, MDA m yacThIX cTaTycoB a0-
CaHCOB U paclieHUBAJIM JaHHOE COYETaHUE KaK OCOOBIi
noatun UT'D.

Takum obpazom, DA He IBISIIOTCS M30JIMPOBAHHOU
(opMoii TPUCTYNIOB U OOBIYHO COTTPOBOXKIAIOTCS PEIKM -
mu I'TKIT u cratycoM abcaHCOB, KOTOPBII MOXKET BO3HU-
kaThy 50 % maumenToB [90].

Pacmipoctpanennocts UT'D ¢ DA cocTasisieT 0KoJIo
3 % cpenu Bcex B3POCIIbIX MAIMEHTOB C SMUIEITUYECKU-
MU nipuctynaMu 1 okojio 10 % Bcex MI'D y B3pocibix
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[74, 91]. YacroTa craTyca abcancoB cocTaBisieT 50 % y na-
ureHToB ¢ DA [74, 91]. I'TKII, xkak npaBuiio, SBISIOTCS
MEePBBIM 3aMETHBIM KJIMHUYECKUM IIPOSIBIICHUEM 3a00J1e-
BaHUsI, 0OBIYHO BO3HUKAIOT B Bo3pacTe oT 18 mo 40 nerT;
KacaTeJIbHO Bo3pacTa JIe010Ta MpHUCTYIOB abCaHCOB AaH-
HBIX HeT [74, 91].

CocTosiHMe cTaTyca abCaHCOB MOXET MPOSIBISTHCS
caMo Mo cebe WIM 3aKaHUYMBAThCS TeHEPATM30BaHHBIMKU
TOHUKO-KJIOHUYECKUMU CyI0POraMu, MOXET JJIUThCS He-
CKOJIbKO yacoB [74, 91]. Bo BpeMs cTaTyca abcaHCOB Ia-
LIMEHTHl MEIJICHHO pearupyroT M OOIIAIOTCSI, IIPU 3TOM
MOTI'YT OTBeYaTh Ha TOJOCOBBIE KOMaHIbl K BCIIOMUHATh
TeyeHue MpUCTyNoB. [TalMeHThI C pelANBUPYIOIIUM CTa-
TYCOM abCaHCOB MOTYT IpeAcKa3aTh BOSBHMKHOBEHUE TeHe-
paju30BaHHBIX TOHUKO-KJIOHMYECKUX CYIOPOI, U OHM
OOBIYHO TIBITAIOTCSI HAWTU TMXOE MECTO, YTOOBI IIPUIICYb
U nepexnath npuctyn [74, 91]. IlalimeHThI 1eTCKOro Bo3-
pacra, y KOTOPBIX B Ka4eCTBEe HA4aJIbHOTO CUMIITOMA OTME-
YyaeTcs cTaTyc abCaHCOB, BCTpeyaroTcs peako [74, 91].

JuarHocTuka. @A He3aMeTHBI IUTS MAIlMEHTa U OKPY-
KAIOIIKMX, U €IMHCTBEHHBIM M HEOOXOIMMBIM METOIOM
00bekTUBHOI nmuarHoctuku DA sBisieTcss Buneo-239I -
MOHUTOPUHT. [1o 1aHHBIM BUIE0-DD[-MOHUTOPUHTA BO
BpeMst IpoOkI ¢ I'B co cuetom DA miposiBISIOTCS B BHIE
MpepbIBaHMS, 3aIePXKKH WJIN OIIMOOK MPU cYeTe, MHOTIAa
COITPOBOXXIAIOTCS MOpraHueM Bek [74, 91, 96]. Mndop-
MaTUBHOCTB MpoOkI ¢ I'B 3aBUcHUT OT paboThl TexHuKa DI
U TpeOyeT BBITIOJTHEHUS ClIeyoInX paBwit: 1) mpoda c I['B
JIOJDKHA CJIeIOBaTh Yyepe3 MHTepBall He MeHee 3 MUH ITOCTIe
MPOOKI C pPUTMUYECKON (DOTOCTUMYJISLINECH; 2) MPOAOJIKI-
TeJIbHOCTh MpoObl ¢ I'B gomkHa ObITH HE MeHee 3 MUH;
3) mociie MpoObl HEOOXOAUMO MPOJOKUTH PETUCTPALIUIO
B3I He MeHee 1 MUH, 10 MMOJHOTO BOCCTAHOBJIEHUS (O-
HoBoOM puTMUKHM; 4) I'B mpoBoauTh 00513aT€ILHO CO CYETOM
B KOHIIE BBIIOXa; 5) cpasy Mocjie KaXa0ro abcaHca Caeay-
€T IPOCUTH MallMeHTa MIOBTOPUTH JaHHbIE 3ByKOBBIC Pa3-
JIPaKMTEIM U PacCIIpalliMBaTh €I O BOBMOXKHBIX CUMITTOMAX;
6) CIIeIyeT MCIOIb30BaTh JOOHUTE/IBHbIE TIPUCITOCOOICHIST
TIPH TIPOBEIEHUY MPOOBI JETSIM paHHETO BO3pacTa, B TOM
Yycjie M NMalMeHTaM ¢ KOTHUTUBHBIM aeduiuToM [96].
Ha D3I" ®A nipossisiioTcsl B BUIE KOMITIEKCOB CITallK—
BoJIHA yacToTtoit 3—4 Iix [96].

JMCcKyTHpYeTCsT BOIIPOC O TOM, KaKasi IIPOIO/DKUTE b~
HOCTb F€HePaJIM30BaHHOTIO pa3psifa CITaliK—BOJIHA TOJIK-
Ha cuurtatbes npuctynoM . [To ganueim L.G. Sadleir u co-
aBT. (2009), pa3psin reHepaair30BaHHOW aKTUBHOCTHU
CMaiiK—BOJIHA JII000M MPOMOIKUTEIBHOCTA CUMTAETCS
MPUCTYIIOM abcaHca, eCIv BO3HUKAIOT KITMHUTYECKUE CUM-
MITOMBI ITPUCTYIIA. Pa3psin reHepaan3oBaHHON aKTHUBHOCTH
CMailK—BOJIHA IJIUTEIBLHOCTBIO >2 ¢ Haxe 0e3 KIMHNYeC-
KUX MPOSIBJICHUI CUUTAeTCsI IPUCTYIIoM abcaHca. Paspsig
reHepaIM30BaHHON aKTMBHOCTH CIIaiiK—BOJTHA [UTUTETbHO-
cThio <2 ¢ 0e3 KaKux-JIu0b0 KIIMHUYECKUX TPOSIBICHUMA
CUMTAETCS MHTePUKTAIbHBIM pa3psiaoMm [102].
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ITo mannbiM D. Dlugos, S. Moshé (2013), pa3psin re-
HepaJIM30BaHHOM aKTUBHOCTHU CIIaliK—BOJIHA JJIUTEIBHO-
CTBIO HE MeHee 3 ¢ Jaxe MpU OTCYTCTBUU KJIMHUYECKUX
MPOSIBJIEHUIT CYNTACTCS a0CAHCHBIM ITPUCTYITOM.

Ha npakTuke BO3HUKAIOT peajbHbIC CJIOXHOCTU ITPU
TECTUPOBAHUU CO3HAHUS BO BpPeMsl KOPOTKOTO paspsiia.
OmHUM U3 TIPUEMOB SIBJISIETCST YTEHHME BCIYX MIIH CYCT.

JIncddepenumanbublii Auarno3 no AaHubiM DI, Crnox-
HOCTU MOTYT BO3HMKATb MPH MONBITKE AuddepeHIpo-
Bath ®A 1 beHomen HIHARS (hyperventilation-induced
high amplitude rhythmic slowing — Bei3BaHHOe I'B BbICO-
KOaMIUIMTyIHOe 3amemieHue putma Ha O30I). HIHARS
MpeacTaBisaeT coboi mapadu3noJIOrHIecKrii OTBET BO
BpeMst I'B 1 MOXeT IposIBASATLCS MI3BMEHEHNEM CO3HAHUS.
HIHARSAA (HIHARS with altered awareness — HIHARS
C U3BMEHEHHBIM CO3HAHMEM) HE CUMTAETCS 3JICKTPOKIIM-
HUYECKUM SIUJIENTUUYECKUM (heHOMEeHOM [78].

Takske MOKeT BO3ZHUKHYTh HEOOXOAUMOCTh Audde-
peHuupoBath npossieHus @A mo DT u 11 dasy menieH-
HBIX BEICOKOAMILIUTYIHBIX BOJIH B riepuo cirycts 60 ¢ mo-
cne npoBeneHuss I'B. JlaHHBIM (eHOMEH MOXeT
BBUIBIIATBCA Y 50 % NalleHTOB ¢ 11epeOpOBaCKYISIPHBIMU
3a00JIeBAaHUSIMU U OBITh MCITOJIb30BaH KaK CKPMHUHTOBBIM
METO/l TUarHOCTUKH 0OJIE3HN MOSIMOSL.

Jleuenne @A. Kak n abcaHCHI y JeTell ¥ TTOIPOCTKOB
B 11e;10M, DA XOPOIIIO IMOATAIOTCS JICUSHUIO, U MX YacTOTa
cHukaetcs ¢ Bo3pactoM [90]. Borpoc o ToM, HyXnaloTcst
Ji TTateHTh! ¢ MDA B JiedeHUHU (ITPpU OTCYTCTBUU APYTUAX
TUIIOB ITPUCTYITOB), OCTAETCSI CIIOPHBIM.

B uccnenosanuu C.P. Panayiotopoulos (2005) Hu oguH
U3 MalreHToB He moJiydan ADIl n1o BO3HUKHOBEHUS
I'TKII. Bce manyeHThl, 0 KOTOPBIX COOOIIATOCh, BEIU
HOpMaJIbHBII 00pa3 KU3HU 0e3 JIEKapCTB 10 CBOETO Iep-
Boro I'TKII, BeposATHO, BOBHUKIIETO CITYCTSI MHOTO JIET
rocyie Havyana yacteix DA [90].

ITo muenuto C.P. Panayiotopoulos (2005), HeBO3MOX-
HO TIOJIYYUTh JaHHBIE O TOM, CKOJIBKO JIIONEei B OOIIei
TTOITYJISILIMM UMEIOT TaKyIO XXe MPo0JieMy, IIPY OTCYTCTBUU
I'TKIT viin K IMHUYecKu 3aMeTHbIX abcaHcoB [90].

Ecnu neyeHue cuntaeTcsi HEOOXOAMMBIM (BOXKIEHUE
aBTOMOOWJISI SIBJISIETCSl BaXXHBIM (paKTOpOM), BBIOOD, Be-
POSITHO, OYAEeT MEXIY BaJbIIPOATOM, JIAMOTPUIKUHOM
U JIeBeTUpalleTaMOM (B TaKOM ITOPSIAKE IPEANOYTe-
Hus) [90].

PexomeHnanuu edeHus y 1eBOYEK U KEHILMH I1ETO-
POIHOTO BO3pacTa ¢ abCaHCHOM (hOpMOI MAMOIIATUIECKMX
snwiencuii: 1) mpemnapaT NepBoii oyepean BbIOOpa mpu
couetanuu adbcaHcoB ¢ I'TKIT — Ceiizap (1aMOTPUIXKUH);
2) Ipyrue BO3MOXHBIC BapHaHThI Teparnuu: Kjiobaszam,
KJIOHa3emaM, JieBeThpaleTaM, TOMpaMar, 30HUCaMU/L;
3) B cIydae MHOXKECTBEHHBIX HEyIay — BaJIbIIpoaThl [83].

IIpornos. UT'D ¢ DA MoxXeT CBUIETETHCTBOBATH O TTO-
JKU3HEHHOM CKJIOHHOCTH K IIPUCTYIIaM C HEOITPeAeIeHHBIM
BpeMeHeM Hauaja u pemuccuu [90].

4

MHTeIeKT mauueHTOB COOTBETCTBYET HOpMe, 0e3
MPU3HAKOB YXyIIIEHMS B IIpoliecce 3aboseBaHus. Kpome
toro, @A, naxe ecii OHU U YacThle, ITO-BUAMMOMY, HE
BJIMSIIOT Ha TTOBCEIHEBHYIO aKTUBHOCTH [90].

3akmouenune. DA 1 UTD ¢ A — He mpU3HAHHBIE
ILAE tun npuctyroB u ¢hopma 3MUJICTICUM.

[TanMeHTHl ¢ reHepaan30BaHHOW CYOKIMHUYECKOMN
SIMIENITU(MOPMHOI aKTUBHOCTBIO JOJDKHBI HAOJTIOIAaThCS
B IMHaMUKe, HEOOXOAMMO PEKOMEHI0BaTh COOJII0IEeHUE
pexXuma JTHs, MICKITIOYUTh AeIPUBAIIMIO CHA.

Ecnu @A BBISIBJICHBI Y TTALIMEHTA JIETCKOIO Bo3pacTa
C KOTHUTUBHBIMM TIPOOJIEMaMM WIIH ¢ KAKUM-JTM00 HEBPO-
JIOTMYECKUM Ie(UIIMTOM, LIeIeCO00Pa3HO MpPOBeaecHUE
JIOTIOJTHUTEIbHBIX MCCIIEAOBaHUI (TeHETUIECKHE UCCTIe-
JIOBaHMSI, HEUPOBU3YaIM3alIKsl).

AHTUBIMWIETITUYCCKYIO TePAIIMIO 1IeJIeCO00pa3HO Ha-
YHHATb TOJbKO Mociie nossaeHus I'TKIT.

IIpemapaToM BbIOOpA Mpu A0CAHCHOM MUJIETICUU Y JIULL
KeHckoro nona sisiercs: Ceitzap (JIaMOTPUIKUH).

Joknad uanrocmpupoean KAUHUMECKUMU NPUMEPAMU.

CeMeiHbIN KNMHUYECKUIA CITyYan

cTatyca abcaHcoB

Hpuna Anexceesna byunesa, K.M.H., 3a6edyoujas ncuxo-
Heaponoeuyeckum omdenenuem bY3 BO «Boponexcckas 06-
aacmuas demckas KauHuveckas boavHuya No I» (Boponearc).

ABTOp TpeJcTaBujIa COOCTBEHHOE HaOII0JeHUE ce-
MEWHOTO CJIydast cTaTyca abCaHCOB.

Ponutenu nmauuenta B.M., 10 jeT, oGpaTUIKCh ¢ Xa-
JI06aMM Ha BIIEPBbIE BOHUKIIMI MPUCTYN (HOYBIO pede-
HOK BCTaJl C KpoBaTH, OECIEIbHO XOMUJI IO KOMHATe,
B KOHTAKT HE BCTYIIAJ, C OCJICAYIOIINM MaleHUeM, IT1a-
HO30M, KJIOHUSIMU B BEPXHUX KOHEUHOCTSIX, TTPOIOJIKM -
TEeJIbHOCThIO 2—3 MUH, ¢ TTIOCTIPUCTYITHOM FOJIOBHOM 00-
JIbIO I CHOM).

M3 anaMHe3a 3K1U3HU U3BECTHO, YTO peOEHOK OT 2-1i Oe-
PEMEHHOCTH, TIPOTEKaBIIIel 6e3 0COOEHHOCTEI, 2-X CPOYHBIX
CaMOCTOSITENIbHBIX pOJOB; Macca TeJia npu poxxkaeHuu 3000 T,
JUTMHa Tesia 52 cM, OLIeHKa Mo mmKaie Anrap — 7/8 6asios.
PanHee pa3BuTHE C 331epKKOIM IICUXMYECKOTO M PEYSBOTO
pa3BuTusi. HaciencTBeHHBII aHaMHeE3 OTSTOLIeH (Y pol-
HOTo OpaTa 3IuIercus).

AHaMHe3 3a00JIeBaHUs: C 7 1T OTMEYAIUCh €XKEeTHEB-
HbIE 3MU30/Ibl 3aBEACHUS T1a3HBIX SI0JI0K BBEPX. 3a MEIM-
LIMHCKOM MOMOIIBI0O He obpaluaiuck. 15 Hosops 2021 .
BrepBbie pa3Buics ['CI1. PebeHok ObLT rociuTanu3nupoBaH
B BopoHexcKyto 001aCTHYIO IETCKYIO KITMHUYECKYIO 00JIb-
Huity Ne 1. ITpu ocMoOTpe B OTHEICHUN: OTCYTCTBUE 1IeJTe-
HaIpaBJICHHBIX JCCTBUII 1 OPMEHTALIUM B IIPOCTPAHCTBE,
KOHTAKT 3aTPyJHEH, MAalMEeHT MOBTOPSUT OMHOCIOXHBIE
(pasbl, coBeplLal HealeKBaTHbIC AEWCTBUS, TIEPUOINIESCKH
OTMEYAJIUCh YacThIe BIM30/bl 3aBEACHMS INIa3HBIX SI0JIOK
BBepx. CoMaTuueckuii ctaryc 6e3 ocobeHHocTel. B HeBpo-
JIOTUYECKOM CTaTyCe O4aroBbIX CUMIITOMOB HeE BBISIBJICHO.
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Pesynbratsl oocnenmoBaHus: mo faHHbIM MPT ronos-
HOro Mo3ra OOHapyXeHbI pe3uayallbHble OYaru Iiimo3a
B JieBoi1 JjoOHoOIt noiie. I1pu Bugeo-D3I-MOHUTOPpUHTE
JIrarHocTrupoBaHa DDI-KapTUHA SMMIEITUYSCKOTO CTa-
Tyca abCaHCOB.

Ha ocHoBaHMM KJIMHUYECKON KapTUHBI M XapaKTep-
HBIX U3MeHeHU it Ha DI ObLT yCTaHOBJIEH TMAarHO3 TeHe-
paJM30BaHHON SMUJICTICUU CO CTaTyCOM abCaHCOB.

JleyeHne HayajaoCh C MapeHTEPaJbHOTO BBEICHUS
BaJsibrpoara B 103¢ 1500 Mr (BHYTpMBEHHO KarleJIbHO) B Te-
YeHMe 2 THEU C IMOCIeaYIOIIM IIEPEX0I0M Ha BaJIbIIpoaT
BHYTpb 1250 Mr/cyt (26 Mr/Kr/cyt), JieBeTUpaleTaM
1000 Mr/cyT (21 Mr/Kr/cyT), neKcaMeTa3oH 12 Mr BHYTpU-
BEHHO CTpyifHO No 5.

Ha ¢one nmpoBoaumoii tepanuu Bo Bpemsi BOM
py npoBeaeHuK poosl ¢ I'B perucTprupoBanvck reHepa-
JIM30BaHHBIC Pa3psiibl BEICOKOAMITIUTYIHBIX CITaiK-BOJTH
yactoToil 3 IiI, mpomomkKuTelbHOCThIO OT 2 10 4 c,
0e3 BUIMMBbIX KIIMHUYECKUX MPOSIBIICHUI (TTaTTepHbI abcaH-
coB). PebGeHok ObLT BBIMMCAH JOMOM ¢ peKOMEHAAUUSIMU
MPOAOJIKUTH IPHEM ITPOTUBOCYIOPOXKHOM Tepanuu (Bajlb-
npoart 1250 mr/cyt + neBetupaiieram 1000 Mr/cyr).

IIpy MOBTOPHOI IUIAHOBOI TOCIUTAIU3AIMM Yepe3
4 Mec aIWIeNTUYECKIUE IIPUCTYITH OTCYTCTBOBAJIU, OQHA-
Ko oT™Mevanrch HS B Bue MOBBINIICHYSI aIlIIeTUTA U ITPH -
0aBKM MacChl TeJla, CHUKCHUS IIIKOJIBHOM YCTIeBAeMOCTH,
B CBSI3U C YeM ITPOBeicHA MOCTEIIEHHAsT 3aMEHa BaJIbIIPO-
ara Ha Ceiizap. Ha ¢done neyenus (Ceiizap 300 mr/cyr
u gesetupaneTam 1000 Mr/cyT) oTMeuaeTcst OJIOKUTEIb-
Hasl ITMHAMUKa: OTCYTCTBYIOT SMWJICITUYECKHE TTPUCTYIIbI
U snujenTudopMHas akTuBHOCTh Ha DI, Hopmanuso-
BAJICSI AIlIIETUT, YJIYYIIMIACh IIIKOJIbHAS YCIIEBAEMOCTb.

Taxoke ObIT 00CIIeOBaH MIAAIIMIA OpaT nmanyenTa, B.B.,
7 net. 2ZKaynoObl Ha eXeIHEeBHbIE TIPUCTYIIbI «3aMUpPaHUIT»
C 3aBEJICHUEM IJIa3HBIX SI0JIOK BBEpX. AHAMHE3 XKU3HU: Pe-
OEHOK OT 3-i1 0epeMEHHOCTH, ITPOTEeKaBILIeH 0€3 0COOEHHO-
CTeid, 3-X CPOYHBIX CAMOCTOSITEILHBIX poAoB. Macca Tefa
npu poxaeHuu 3100 1, ;yHa Teqa 51 cM, olieHKa 10 1LKajie
Arrap — 6/7 6anioB. PanHee pa3BUTHE C 3aIePKKOM TTCUXH-
YEeCKOTO M peueBoro pa3Butust. HacencTBeHHbI aHaMHe3
OTsTOlIEH (Y pomHOro Opata sanujencus). AHaMHe3 3a001e-
BaHUSI: C 6 JIET OTMEYAIOTCSI €KEIHEBHBIE ITPUCTYIIBI 10 TUITY
«3aMUpaHUii» C 3aBEIEHUEM TTIa3HbIX SI0JIOK BBEPX.

PebGenok OblI rocnuTaau3upoBaH B BopoHexkcKkyio
00JIACTHYIO JETCKYIO KIIMHWYEeCKYI0 00apHuIy No 1. Co-
MaTUUYeCKUii ctaTyc 06e3 ocodbeHHocTeil. HeBpomornueckuii
cratyc 6e3 ouyaroBoit cumnromatuku. MPT ronoBHoro
MO3ra: CTPYKTYPHBIX U3MEHEHMII He BBISIBJICHO. Bumeo-
OBI'-MOHUTOPHUHT: MAaTTEPHbI A0CAHCOB: FreHEepaI30BaH-
HBIE Pa3psIIbl CIIaliK—BOJIHA POJOJKUTEILHOCTBIO 10 8 ¢,
COITPOBOXXIAIOIIMECS 3aBeACHUEM IJIa3HbBIX SI0JIOK BBEDX.

Ha ocHoBaHMM JaHHBIX aHAMHE3a 1 Pe3yJIBTaToOB 00CIIe-
JTIOBaHMSI YCTAHOBJIEH IMAarHo3 TeHepaIM30BaHHOM SIS~
cun ¢ abcancamu. HasHayeHO JiedeHHE: BaJbIIpoaT
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750 mr/cyT. Ha hoHe iedeHus1 oTMevanach IoJIoXUTEIbHAs
JMHAMUKA B BUJIE CHYDKEHUST YaCTOThI IMWJICTITUYECKIX TTPY-
cTynoB. B nanbHeliiieM BTOPbIM MperapaToM B AOIIOJTHEHVE
K BaJibIipoaty nobasieH Celizap ¢ MOCTENEHHbBIM YBeJIYe-
HMeM 103bl 110 12,5 Mr kaxsie 2 Hea 1o 200 mr/cyT. JlocTur-
HyTa CTOKas peMUCCUST SMWJICNTUYSCKUX MPUCTYIIOB,
C JaJIbHEUIIel MOoCTENeHHOM OTMEHOM BajibIIpoaTa, C y4eTOM
KJIMHUKO-3/IeKTposHLIedanorpagpuyeckoit pemrccuu. B Ha-
crosiiee Bpemsi Ha D3OI anunenTrudhopMHON aKTUBHOCTH
HE BBISIBJICHO. DIWIENITUIECKE TIPUCTYIIbI OTCYTCTBYIOT.

Crapmuii oOpat mammenra, B.JI., 13 ner. XKamo6
He MpeabsBIsioch. [lepuHaTaibHbI aHAMHE3 HE OTSITO-
meH. Pazputue no Bo3pacty. [1pu o6cnenoBanuu Ha D3I
3aperucTprupoBaHbl AMMGY3HbIE BCIIBIIIKU HEPETYJISPHBIX
MEJICHHBIX BOJIH, YepeAyIoLIUecs ¢ OCTPhIMU BOJIHAMH,
MPOAOJIKUTEIBLHOCTBIO 10 1 ¢, 6e3 KIIMHUYECKUX MTPOSIB-
JgeHuii. IIpoTMBOCYIOPOXKHYIO Tepanuio He Iojydall.
3a BpeMs1 HaOMIOAeHUs SMWICNITUYEeCKUE TIPUCTYIIBI He
OBLUIM 3apeTUCTPUPOBAHBI.

3akmwouenue. [Ipy reHepajin3oBaHHON SMUJIETICUA
¢ abcaHcaMU IpernapaToM Beibopa siBisiercs Ceitzap, mpu-
MEHsSIEMbII KaK B MOHO-, TaK U B KOMOMHMPOBAHHOU Te-
pamnuu.

Anunencus ¢ MMOKNOHUYECKN-aTOHNYECKMMMU

npucrtynamu (cuHppom Jlose)

Koncmanmun FOpvesuu Myxun, 0.m.H., npogheccop,
pykosodumenv ObseduteHus MeOUYUHCKUX YUpelcoeHUull
no duazHocmukKe, Ae4eHuro U peabuirumayuu 3a604e8anuil
HepeHoU cucmemol u snusencuu um. Cesmumensn Jlyku
(Mocksa).

B cooTBeTCTBUM ¢ HOBOII KlaccupuKaleil Smuiern-
tndeckux cuHapomoB ILAE 2022 HeKoTopble CHHAPOMBI,
KOTOpbIE paHee BXOOWIH B cTpykTypy UI'D, B HacTosIce
BpeMs niepeBeneHb! B rpymny I'TD. C omHoli CTOPOHBI, OHU
HMMEIOT HEKOTOPOE TeHETUYECKOE U KITMHUIECKOE POICTBO
¢ UI'D, ¢ npyroit — nmpuzHaku P3 (E.C. Wirrell u coasr.,
2022). K cunnpomam I'TD otHOCSTCS:

1) DMAII,

2) DMA,;

3) ®MB;

4) MMOKJIOHUYECKas SIMUJIETICUS MJIageHuYecTBa (PeaKko

MOXET COUYETaThCs ¢ SHIIe(haToNaTUe pa3BUTHS).

B nonomHenue K 3tiM cuHIpoMmam ['DDC+ ¢ renepa-
JIM30BAaHHBIMM TTPUCTYIIAMM TaKKe MOXET ObITh OTHECEHA
K rpynne I'TD, Ho cienyeT yYuThIBaTh, YTO MPU JaHHOM
CUHIpOME Haanure (POKaIbHBIX IIPUCTYIIOB HE SIBJISICTCS
uckimoueHuem (E.C. Wirrell u coaBr., 2022).

ITo HoBoOI1 KTaccuUKALIMK SMWISTITUYECKUX CUHIPO-
MoB ILAE 2022 DMAII oTHOCUTCS K SNUJIEITUYECKUM
CHHIPOMaM C 1e6I0TOM B IETCKOM BO3pacTe, K KATerOpUM
22 u BPH.

PacimmperHas Bepcust KitacCUbUKaIIY SITAICTITUIEC-
Kux puctymnoB 2024 r. mpuBeaeHa B Tad1. 2.
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Dnuiercus ¢ MUOKJIOHUYECKM-aTOHUYECKUMU TTPUC-
TyIIaMH, paHee U3BEeCTHasl KaK SMUJICTICUS ¢ MUOKJIOHH-
YECKM-aCTaTUYECKUMM MPUCTYIaMU, WU cuHapoM Jlose,
obu1a oncana H. Doose 1 coaBt. (Kb, [epmanust) B 1970 &
TTOJT HA3BaHUEM «IICHTP3HIIeDaTMISCKUIT MUOKJIOHUYECKH -
acTaTUYeCcKuii petit mal».

T'enetuyeckue ocnosbl DMAIL. [TonoxuTeabHbIN cemeii-
HBIi aHAMHE3 110 SMWISTICUU WX (PeOPMIIBHBIM IPUCTYIIAM
KoHcTatupyercst y 1/3 6onpHBIX DMAIT 1 0OBIMHO acCcolLu-
upyercsi ¢ 6oJiee GIAarONpPUSITHBIM MPOTHO30M. B ceMbsix
rpobdaHaoB Hepeako Berpedaetcs [DDC [80]. B 6osbiimH-
CTBE CJIy4aeB 3a00JieBaHME MMEET CJIOXHOE IOJUTEHHOE
HacyienoBaHue. OCHOBHBIM T€HOM, MYTallMsl B KOTOPOM OT-
BeTCTBeHHa 3a pa3putiie DMAIT (OMIM: 616421), sitBisieT-
cs1 SLC6A 1, pacIioioXXeHHBIN Ha KOPOTKOM ITieye 3-if Xpo-
MocoMBI (JTokyc 3p25.3) [82]. Apyrre MoHOreHHbIe (hOPMBbI
C ompeAe/eHHBIMU ITaTOTeHHBIMU MYTallUSIMH, KOTOPHIE
MoryT obITh MpuurHoit OMAII, Bkmovaior SCNI1A4, SCN1B,
SCN2A, STX1B, SLC6A1, CHD2, SYNGAPI, NEXMIF,
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KIAA2022, GABRAI, GABRG2, SPTAN1 [80]. IIpumepHO
y 5 % GOJIBHBIX ¢ KIIMHUYECKOM KapTrHON DMAII Habmo-
naercst cuHapoM HegoctatouHoct GLUT, accoummpoBaH-
HBII ¢ maToreHHbIMU BapyuaHTamMu SLC2A1.

Dnujiencus ¢ MEOKJIOHMYECKM-ATOHHYECKUMH MPHCTY-
namu B aeodrore. [Ieoror mpuctymnos npu DMAIT — ot 6 Mec
10 8 et (94 % GonabHBIX — OT 8 Mec 10 6 JIeT; MUK AebioTa
B 2—4 roga). XapakTepHo, UT0 JaHHas (hopMa SIUIETICUU
o6braHO nebrotupyet ¢ I'CIT — no 80 % Beex ciyuaes [42].
Pexxe 3a601eBaHrie HAUMHAETCS ¢ TUITUYHBIX (DEOPUITBHBIX
npuctyroB (11—28 % maimeHToB), B TOM YUCIIE 1e0I0TH -
pYIOIIMX Ha MEePBOM rofy >Xu3HU. JIMIIb B eAMHUYIHBIX
ciydasix Bctpevaetcst 1e61ot DMAII ¢ abcaHcoB Win MUo-
KJIOHUYECKUX ITPUCTYIIOB.

XapakTepHO KaTacTpoduieckoe HapacTaHUe MHOXe-
CTBEHHBIX TUITOB IPHCTYIIOB cpa3y Mocie aediora 3abore-
BaHus [13, 56].

Tunbi nmpuctynos npu DMAII 110, 123] BKTrOYaroT MHO-
KJIOHWYECKME, MUOKIIOHMYECKU-aTOHUIECKHE (MMATOHM -

Tabmuua 2. Pacuwupennas éepcus kaaccugukayuu snutenmuyeckux npucmynos 2024 e.

Table 2. Extended version of the classification of epileptic seizures, 2024

Focal seizures

Generalized seizures

Unknown types of seizures:
focal and generalized

Co3HaHUe: COXPaHHO, HapYIIEHO,
HEU3BECTHO

Consciousness: intact, impaired,
unknown

C HabIogaeMbIMU CUMITTOMAMU
WM 6e3 HUX
With or without observable symptoms

OrnrcaHvie CEeMUOJIOTUY TIPUCTY-
OB B XPOHOJIOTUYECKOM IMOPSAIKE
(BKITIOYAST STIETITUIECKUE CTTa3MBbl)
Description of seizure semiology

in chronological order (including epileptic
spasms)

DoKaIbHBII IPUCTYII C IIEPEXOIOM
B 6I/IJ'[aTepaJIbHBII71 TOHUKO-KIJIIOHU -
YEeCKUIA

Focal seizure with transition to bilateral

tonic-clonic

TunuuHble abcaHChI
Typical absences
ATUTTMIHBIE aOCaHCHI
Atypical absences
MuokioHuYecKue abCaHChl
Myoclonic absences
MuoxkiioHyc BeK ¢ abcaHcamMu WK 0€3 HUX
Eyelid myoclonus with or without absences
MuoxknoHuueckue*
Myoclonic*
Knonunueckue*
Clonic*

HeratuBHbIiI MUOKIIOHYC*
Negative myoclonus*
ONUIENTUYECKUE CTIa3Mbl*
Epileptic spasms*
Tonnueckue*

Tonic*

AtoHMueckue*

Atonic*
MUOKIOHUYECKU-aTOHUYECKUE
Myoclonic-atonic
ToHuKo-KIIOHMYECcKHEe (TOHUKO-KIOHUYE-
CKUE€; MUOKJIOHUYECKN-TOHUKO-KIIOHWYE-
CKHe; abcaHC C Mepexoa0M B TOHUKO-
KJIOHWYECKU I TTPUCTYIT)
Tonic-clonic (tonic-clonic; myoclonic-tonic-
clonic; absence with transition to tonic-clonic
seizure)

*[Ipucmynwvr mocym O0bimb U (POKANbHBIMU, KAK HACHb UX CEMUOAOUU.
*Seizures can also be focal, as part of their semiology.

Co3HaHUe: COXpaHHO, HapYIIIEHO,
HEU3BECTHO
Consciousness: intact, impaired,
unknown

C HabmogaeMbIMU CUMITTOMaMU
WM 0e3 HUX
With or without observable symptoms

OrnrcaHne CeMUOJIOTUY TIPUCTY-
OB B XPOHOJIOTMYECKOM TOPSIIKE
(BKITIOYAS SMWIEITUIECKIES
CITa3Mbl)

Description of seizure semiology
in chronological order (including
epileptic spasms)

ToHMKO-KIIOHMYECK1E TTPUCTYIIHI,
He TMarHOCTUPOBaHHBIE KaK ho-
KaJIbHBIE WA T€HEPATIM30BAHHBIE.
HeknaccuduimpoBaHHbie
TPUCTYTBI
Tonic-clonic seizures, unknown,
focal or generalized.
Unclassified seizures
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YecKue), TeHepaIM30BaHHbIe CynopoxHbIe (okono 100 %
BCEX CJIy4aeB), THIIMYHBIE (peOpmbHbIe MpUCTYIbI (20 %
ciy4aeB), abcaHchl (75 %), atonudeckue (35 %), 6eccyno-
POXHBIN snmenTudeckuii craryc (30 %); ToHndecKue
MPUCTYIIBI BCTPEYAIOTCS 110 Mepe pa3BUTHS 3a00JIeBaHUS,
B TSDKEJIBIX CITydasix ¢ HeOIaromprusTHHIM IIPOTHO30M.

AbcaHcHBIe TIPUCTYTIBI Y 00JbHBIX DMAII (TUnYHbIE
abCcaHChl) MOTYT MPUCOEAUHSITHCS IO MEpPe Pa3BUTHS
MMOKJIOHUYECKM-aCTATUYECKOM SIMUJICTICUM U BCTpeya-
1oTcs ¢ yacTotoit 10 73 % cinyvaeB. CornactHo H. Doose
(1992), «bos€ee yem B ITOJIOBUHE CTydyaeB MUOKJIOHUYECKIE
M acTaTMYeCKUe IPOSIBIICHUSI COYETAIOTCS ¢ KOPOTKUM
BBIKJIIOUCHHEM CO3HAHUSI: AOCAHChI C MUOKJIOHUYECKIMM
MOACPIMBAaHUSIMU, HEPETYIAPHBIMI MUOKJIOHUSIMU JIALIA
W/WIY C YaCTUYHOM MJIY MOJTHOM MToTepeli MOCTYpaIbHOTO
ToHyca» [42]. CpenHuii Bo3pacT aediora abcaHCOB —
4,0 = 0,6 roma. [Tp DMAII ripeo61agaroT KOPOTKME TUITY-
HBbIE MPOCThIE a0CAHCHI, PeXe KOHCTATUPYIOTCS abCaHChI
C MUOKJIOHMYECKUM (MMOKJIOHYC B MBIIIILIAX TUIEY, JIMLIEBOM
MYCKYJIaType) WJIM aTOHUYECKUM KOMITOHEeHTOM |[84].
B GobIIMHCTBE CTydaeB abCaHChI COIPOBOXAAIOTCS PETY-
JIIPHO TeHepaIu30BaHHON MUK-BOJTHOBOW aKTUBHOCTBIO
3 Ii1. Penko BecTpeuaeTcst «IMK-BOJTHOBOM CTYTIOP».

I[IpuBonumM auarHoctuuyeckue kKputepuu DMAII
no knaccudukauuu ILAE 2022, Bkiaouas obs13aTeIbHbIE
KPUTEPUU, HACTOPaXKMBAIOIIUE MMPU3HAKU U KPUTEPUH
nckmoueHus [110].

Hanee npeacTaBisieM OCHOBHbIC KPUTEPUH JUATHO3A
DOMAII (K.IO. MyxuH u coaBrt., 2024) [73, 110]:

* BBICOKAsI 4YaCTOTa SMWICTICUU, (PeOPUIBHBIX IPUCTY-
noB 1 DAI'-aHoManuit (BKJIt04Yast 100poKaYeCTBEHHbIE
SMmIenTU(hOPMHBIC MATTEPHBI JETCTBA) Y POACTBEH-
HUKOB npobaHa0B ¢ OMAII;

* 1e0I0T MPUCTYIIOB OT 7 Mec 110 7 JIeT;

* 00BIYHO HOpPMaJbHOE pa3BUTHE HETEil IO aebloTa
TIPUCTYIIOB;

* MEePBUYHO-TEHEPATM30BaHHBII TUII IPUCTYIIOB;

* BBICOKAs YaCTOTa U MOJIMMOPGU3M ITPUCTYIIOB B TIep-
BBbI€ MECSIIbI 3a00JIeBaHNSI;

* BO3MOXHOCTb KOTHUTUBHBIX HapylIeHUI TOCIIe JIe-
010Ta MPUCTYITOB W HapacTaHUs SMUICHTU(OPMHOM
akTUBHOCTHU (DD);

» Ha OOI npeobyagaloT reHepaarM30BaHHAs MUK,/ IO -
MMMK-BOJIHOBAsl aKTUBHOCTb U TIPOOETH LIEHTPAIbHO-
MapyeTabHOIO TeTa-pPUTMA;

* XapaKTepHa PEe3MCTEHTHOCTb K Tepaluud B TeUYCHHUE
HECKOJIbKUX MeCsIeB ITocie aebloTa 3abojieBaHMS
C MOCJICAYIOIIUM TOCTIKEHUEM PEMUCCHU 0oJjiee YeM
y TIOJIOBUHBI OOJIbHBIX.

OcobenHocTu Tedenns u nporao3 DMAIIL. 3a0oeBaHme
JIeoroTpyeT B Bo3pacte oT 1 10 5 et B 90 % ciydaes. JleGioT
00b19HO ¢ ['CIT vy TMIUYHBIX (PeOPUIBHBIX TTPUCTYIIOB.
XapakTepHO OUYeHb OBICTPOE IIPUCOCANHEHUE APYTUX TH-
IOB MPUCTYIOB: MUOKJIOHMYECKUX, MUOKIOHUYECKM -

Juarnoctuyeckue Kkpurepun DMAII no HOBOIi KiaaccupuKaIMK SNUIENTHYECKUX CHHIAPOMOB

ILAE ot 2022 1. [116]

O0s3aTeIbHbIE KPUTEPHH
[pucTynbl: MUOKIIOHMYECKU-aTOHUIECKUE.

DOI: reHepaM30BaHHBIE MK~ WX ITOJIUITMK-BOJIHOBBIE pa3psiabl YacToToi 2—6 IiI.

HaCTOpa)KPIBalO[Hl/le NMPU3HAKHA

ITpuctynbl: TOHMYECKYE, pa3BUBIIMECS B Ipeaeiax 12 Mec ¢ MOMeHTa AeboTa 3a00JI1eBaHMSI.

OBI: reHepanu3oBaHHas1 ObICTPOBOJHOBAS MTApOKCU3MalIbHast akTUBHOCTD BO cHe (GPFA). [eHepann3oBaHHas
MeUIeHHas ITMK-BOJIHOBasi akTUBHOCTH <2 [i1. @oTonapokcu3MaabHas peakiiis Ha HU3KOYaCTOTHYIO PUTMU-
YeCKyIo (hOTOCTUMYJISIIIUIO (TIpEAIoaraeTcs HeMpOHaIbHBIM 1IEPOMIHBIN JTUMOMYCIIMHO3 2-TO THUIIA).
Pa3zButue B ne6ioTe 3aboeBaHUS: YMEpPEHHAasl WIM BhIpaXXeHHAsi MHTEJUICKTyallbHasi HEIOCTaTOYHOCTh

J0 HayaJjia MpUCTYIIOB.

HCBpO)IOFI/I‘ICCKI/IfI CTaTyC: O4aroBbI€ HEBPOJIOI'MYE€CKMUE CUMIITOMBI.

Kputepun nckimovyenus

HpI/ICTyrH)II SMUICHTUYCCKUC CIIa3Mbl MWW CUHAPOM I/IH(I)aHTI/II[I)HI)IX SMWJICHTUYCCKUX CIIa3MOB B )IC6IOTC;

(hoKanbHbIE IPUCTYIIHI.

DT ycroitunBhii (hoKyc anmnenTudOpMHON aKTUBHOCTH. [MTicaputmus.

Bo3spacr ne6iota: 1o 6 Mec Wiu mocie 8 JieT.

HeiipoBu3ayanmzaiiyis: CTpyKTYpHBIE M3MEHEHUS 110 TaHHBIM M PT, mMeroriye OTHOIIEHHE K Pa3BUTHIO SITHJICTICH.

Oposmonusa cuaapoma: DMAII ciemyeT 3a110M03pUTh, €CJIM BHE3AITHO A€OI0TUPYIOT SMUISTITUYECKUE IPUCTYIIBI
HECKOJIbKMX TUIIOB Y peOeHKa COOTBETCTBYIOIIETO BO3pacTa P OTCYTCTBUM HACTOPAKMBAIOIIMX IPU3HAKOB

N KPUTEPUEB UCKITIOUYCHMA.
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DnuienTuyeckre CUHIPOMBI € 1e010TOM
B IETCKOM Bo3pacre, 2022 [110]

BOSpaCT3aBI/ICI/IMbIe SMUJICINICUHA:

* BO3pacT3aBHCHUMAsl SIWIETICHUS C LIIEHTPAJIbHO-
TeMIIOPAIbHBIMU CITAiKaMU;

* BO3pacT3aBUCUMAas SMUJIEIICUS C BereTaTuB-
HBIMU TIPUCTYIIAMM;

* IeTCKas 3aThLIOYHAsI SIUJICIICHS CO 3pUTEIIb-
HBIMU TIPUCTYIIAMM;

* (hOTOCEHCUTHBHAS 3aThUIOYHAS SIMJICTICHS.

Cunpapomsl I'T'D:
« ODMB;
+ DMA.

ICIC) ' §C) ¥CH

+ DMAII;

« CIII;

+ BD/DPH-CBAC;

* SMWJIENTUYECKUI CHUHIPOM, CBSI3aHHBIN
¢ dhebpupHOM nHMeKIMei (febrile infection-
related epilepsy syndrome, FIRES);

* SIUJIENCUS C TEMUKOHBY/IbCUBHBIMU IIPUCTY-
namMu u remurierneir (hemiconvulsion-
hemiplegia-epilepsy, HHE).

aTOHMYECKMX, a0CAHCOB, C KaTaCTPO(PUISCKMM HapacTa-
HHUEM YaCTOThI IIPUCTYMOB. Pe3UCTEHTHOCTh K Tepanuu
MPOSIBJISIETCS B IIEPBBIC MECSIIBI ITOCIE Ae010Ta.

B teueHue roga c MomeHTa Ae0Or0Ta 3a00JIeBaHUS BO3-
MOXHBI TTOCTEIIEHHAs CTa0MIIM3al1sl YaCTOTHI IIPUCTYIIOB
M HEIJIOXOM OTBET Ha Tepanuio. YacTtoTa MOCTUKEHUS
pemuccuu BaperpyeT oT 50 mo 80 %.

HeonaronpustHbie ¢haKTOpbI NPOrHO3a BKJIIOYAIOT OT-
CYTCTBUE 3HAYMMOTO YPEXECHMS MPUCTYIIOB B TEYCHUE
3 JeT aneKBaTHON Tepamnuu, IpUCOeAMHEHE TOHUYECKUX
MPUCTYIIOB, YacThie 3MU30/bI 0€CCYTOPOXKHOTO MU -
THYECKOTrOo cTaTyca, muddy3HyI0 MEUIEHHYIO aKTUBHOCTh
ocTpass—memieHHas BojHa Ha DT (Korff, Genton, 2017,
R. Guerrini u coasrt., 2019).

ITo cioBaMm R. Guerrini (2019), «reyeHue anUIETICUN
¢ MUOKJIOHMYECKHM-aTOHUYECKUMU MPUCTYIIaMU Bapua-
OCJIBHO 1 HETIPeICKa3yeMo».

Jleyenne DMAII. Mbl peKOMeHAyeM ITpUMEHEHUE TTpU
naHHO# (opMme snujencum ciaeayommx ADIT u ux kom-
ouHauuu [14]:

* Basibrpoar 20—50 Mr/Kr/cyT (CTapToBast MOHOTEpArusl);
» Basbnpoar + Celizap (JIaMOTPUIXUH) 3—5 MI/KT/CYT;

* BaJbIIpoaT + Kjoba3aM, B cpefaHel no3e 1 Mr/Kr/cyT;

» BajbrpoaT + stocykcumua 30—40 Mr/kr/cyT (mpu
IIMPOKOM CIIEKTPE IPHUCTYIIOB);

* BaJIbIIPOAT + CcyabThaM, B cpenHeit no3e 10 Mr/Kr/cyT;

* B cllydyae pe3ucTeHTHbIX K Tepanuu ['CIT: Bagbmpoar +
riepammane (4—8 Mr/cyr); Tormpamar (4—6 Mr/Kr/cyT);
3oHUCcamMua (4—6 Mr/Kr/cyT); JeBeTUpaleTaM
(30—60 mr/xr/cyT); heHOOapoOuTa (2—5 Mr/Kr/cyr);

* B OTHCJIBHBIX CIIyJasix: pybuHaMu (TP TOHUYECKUX
MPUCTYIIax), alleTa30JlaMUll, BHYTPUBEHHBI UMMY-
HornoOyauH, K (mpu cuHIpoMe HEIOCTaTOYHOCTU
GLUT1);

* INIIOKOKOPTUKOCTEPOUIBI MOTYT OBITh 3(P(hEeKTUBHBI-
MM B HEKOTOPHIX CJIydasix B Havajie 3a00IeBaHuUs IIpU
YaCThIX TOJIMMOPMHBIX ITPUCTYIIAX.

CHMXEeHUEe YaCTOThI MPUCTYIIOB Ha (hoHe JeueHUs
OCYIIECTBUMO B OOJIBIIMHCTBE CIyYaeB, OJHAKO ITOJTHAs
pemMuccus ObLIa TOCTUTHYTA B HAIIEM MCCIIEI0BAaHUY TOJb-
Koy 70 % GOJIbHBIX, MPEUMYIIIECTBEHHO Ha (hOHE TTpreMa
KOMOMHAIIMM BaJbIIpoaTa 1 JaMOTPUIKMHA W/UIN KIIO-
0a3zaMa, 3TOCYKCUMUA.

AHTH3NMJIENTHYECKHE NPeNnapaThl, J0KA3aHHO 00J1a1a-
I0Illie AHTHAOCAHCHO# AKTHMBHOCTBIO, BKIIIOYAIOT 3TOCYK-
cuMu (abcaHChl + MUOKJIOHYC), BaJblpoat (abcaHChI +
I'CII + muoxiionyc), 1aMoTpumxuH (abcaHcel + I'CII),
Kj100a3aM (abcaHChl + MUOKIIOHYC) [79].

AHTUBIIWIESTITUYECKIE TIpeTaparhl, oKa3asiime 3¢-
¢exTuBHOCTD Mpu DMAII B OTACABHBIX UCCIIEIOBAHUSX:
KaHHaOuauoa*, peHdaypamMun™, peadaMaT™; BO3MOXHO
npuMeHeHne K/ (xopowmmii acddekt 1o 70 % pecrnonme-
pos) [87, 100].

K npenaparam, mpotruBonokazaHHbIM Tipu I'TD (B cBsI-
3U C BO3MOXHOCTBIO arrpaBaiiiu), OTHOCSITCS] Kapbamase-
MMMH, OKcKapOa3enuH, ¢eHUTOUH, rabarieHTUH, Iperada-
JIVH, BUrabaTpuH, TMaraduH [89].

Ceitzap (mamotpumxuH; AO «Ankanoun», Alkaloid
(Pecniydosniuka MakenoHusl)) BhIITycKaeTcsl B TabJjieTKax,
comepxkamux 25, 50, 100 u 200 mr. TeparneBTrueckas 103a
Ceitzapa cocrasnger 100—400 mr/cyt (3—10 Mr/kr/cyT)
B 2 mpreMa. PekoMeHIoBaHa 00s13aTeIbHasI ITOCTEeIICHHAST
TUTpalMs A03bl mpenapata mo 12,5—50,0 mr/cyt pas
B 1—2 Hen I YMEHbBIICHUS BEPOSITHOCTU TTOSIBJICHUS
KOXXHOM chity. [1pu mprMeHeHNU B KOMOMHALIVIY C BaJlb-
npoatamMu no3a Ceiizapa mOJKHA OBITh YMEHBIICHA
npumMepHo BaBoe: 100—200 mr/cyt. Ilpu npuMeHeHUun
Ceiizapa B MOHOTEpaNM U B KOMOMHAIIUK C IPYTUMU
ADII npenapat npumensiercst B 1o3e 100—400 mr/cyT.
BaxxHO OTMETHUTD CyllleCTBOBaHWE YHUKAJIbHOM JIeKapCT-
BeHHOM (popMbl — JeauMbix TabjaeTok Ceitzapa 200 mr;
BO3MOXHO HazHaueHue 1 Taba/cyT (Ipu OJHOKPATHOM
TpUEME), YTO OUYEHb YI0OHO 1s1 ManueHToB. Ceiizap npu-

*TIpenapar He 3aperucTpupoBaH B PD.
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Table 3. Efficacy of Seizar in different forms of epilepsy, n (%)

Idiopathic epilepsies

Pemuccus prcTynos

Remission of seizures 7(64)
YpexeHue mpucTyIoB

Ha 50 % u Gonee 19)

Reduction of seizures by 50 %

Oor more

be3 3HaunMoro apexra 327)

No significant effect

Genetic epilepsies
(+ developmental and epileptic
encephalopathies)

Structural focal epilepsies

32 (64) 8 (19)

8 (16) 26 (60)

10 (20) 9(21)

MEHSIETCSI TPU (POKATbHBIX, TeHEPATM30BaHHBIX ITHUJIETI-
cusix u DD /DPB.

IIpencraBnsieM pe3yabTaThl Halllero aHaiau3a 3pdex-
TuBHOCTH Ceiizapa y 104 mauueHTOB, OIyOJIMKOBAaHHOTO
B 2022 r. (Tabm. 3).

B o061eit rpymrie mauuMeHToB ¢ pa3IndyHbIMU (hopMa-
MM SMWICTICUY TepalleBTUYeCKasl pEMUCCUS TIPU IIpUeMe
Ceiizapa Obl1a focturuyta y 47 (45 %) n3 104 manyeHToB.
YMeHblIeHne yrciia mpucTynoB Ha 50 % u 6oJiee HaOITIo-
JaJI0Ch TOMOJHUTENBHO Y 35 (34 %); B 1IeJIOM TepaneB-
TUYECKUI 3 heKT (peMUCCHUSI WIN YpexkeHre MPUCTYIOB
Ha 50 % u Gosee) gocturHyT y 82 (79 %) u3 104 ma-
LIMEHTOB.

BaxHo ormeTuth OnaronpusitHoe Bausinue Ceiizapa
Ha KOTHUTUBHBIE (PyHKLIMK OOJTbHBIX anuiencueii [ 18, 88],
KOTOPOE BKJTIOUACT YJIydIlIeHre BHUMAHWS 1 TTaMSITH, CHU-
JKEHUE JETCKOM TUIIePaKTUBHOCTH, YMEHbBILIEHUE BSUIOCTH
M COHJIMBOCTH, MOBBIIIEHUE CITOCOOHOCTU K OOYYEHUIO,
HOPMOTUMMYECKU 3(PPeKT.

IMonoxurenpHoe BiussHue Celizapa Ha KOTHUTUBHbBIC
¢byHKIMMU, O0yYeHWe U TTOBEIeHUE — BaKHbIe (DaKTOPHI,
CITOCOOCTBYIOIIME (DOPMUPOBAHUIO BBICOKOM KOMILTIAGHT-
HOCTH ¥ YIOBJIETBOPCHHOCTH JICUCHUEM.

BaxxHbBIMU BOIIPOCAMM OCTAIOTCS TPEOOBAHUST UTST Bpa-
Yeil 110 Ha3HAYEeHMIO TIperiapara CorJlacHO MeXIyHapOIHO-
My HemaTeHToBaHHOMY HaumeHoBaHuio (MHH). Bpau
00s13aH B peKOMEHIAIIMAX (3aKJIF0UEHNN) YKa3bIBaTh IIpe-
mapatel o MHH; Bce nekapcTBeHHBIE Tpeliaparhl BB -
CBIBAIOTCS Ha peLIeNTYpHBIX OJlaHKax Tojibko o MHH. Ho
OoJIbHBIE AMTMIIeTicueii mpuHuMaloT ADI1 ¢ onpeneneHHbIM
TOPrOBBIM HauMeHOBaHUeM. Bpau o0s13aH npeaynpexaaTh
MalyeHTa, YTO Pa3jIMYHbIC JIEKAPCTBEHHbBIE MpErmapaThl
¢ ogHUM JeiicTBytoinm BetectBoM (MHH), — 310 He mon-

HOCTBIO OJTMHAKOBbIE MperapaThl, KOTOPbIE MOI'YT JEHCT-
BOBaTh Ha OpraHu3M Io-pasHomy. [Ipu cMeHe ToproBoro
Ha3BaHMS Mpernapara CylIeCTBYeT BEPOSITHOCTb YXYAILICHMS
3M10pOBbs NalreHTa. OCOOEHHO 3TO KacaeTcsl «<HeOpeHAM -
POBaHHBIX» MIpeNaparToB, T.€. BbIITyckaeMbix To MHH.

Bpau nmeeT npaBo YCTHO peKOMEHIOBaTh MallMEHTY
ADII mo ToproBoMy Ha3BaHMIO, €CJIM OH XOPOIIIO 3HAKOM
C NeWiCTBMEM MMEHHO 3TUX MpernapaToB U 4acTO MpUMe-
HSIeT UX B IIPaKTHUKE.

bonbHoli anunencueil, ”HGOPMUPOBAHHBIN O CBOM-
cTBax BeiOpaHHOTO OpeHaa ADII, ocobeHHOCTSIX 3a00J1¢e-
BaHUsI, HEIIPUEMJIEMOCTH aHAJIOTOBOI 3aMEHbI, BaXKHOCTHU
KOMILTaeHca, OyIeT MMeTh JOCTOBEPHO JIyUYIIKe IIaHChI
Ha TOCTUKEHUE PEMUCCUM.

dapmalieBT He CMOXKET YTOBOPMTD ITAlIMEHTa Ha 3aMe-
Hy IperapaTa, ecjiu MalyeHT OyaeT yoexkneH B HeOOX0oau-
MOCTH BbIOOpa KOHKPETHOTO OpeH/a.

3akmoyenue. Boicokas kimHuyeckas 3¢p(GeKTUBHOCTD
M XOopolllasl MepPeHOCUMOCTh — JIB€ OCHOBHBIE COCTaBJISI-
I0IIMEe COBPEMEHHOTO JieueHus amwierncud. OqHako He-
PENKO UAeATBHOIO DalaHCa MEXAY 3TUMU COCTaBJISIOIIM -
MU TOCTUYb HEBO3MOXKHO [89].

ITo npanubiM J. Engel (2013), KOHTpOJIb SMUIETICUU
rnoapa3yMeBaeT CHUKEHUE YaCTOThI IIPUCTYITOB B Pe3yib-
TaTe Tepanuu «I0 IMPUEMJIEMOTO MallUeHTOM YPOBHSI»
M XOPOIIIYIO ITIEPEHOCUMOCTbD JICUSHMSI.

Ceiizap SIBJISIETCS «30JIOTBIM CTaHIAPTOM» B JICUCHUN
SIUJIETICUM C BBICOKOU 3(h(heKTUBHOCTBIO, OTIUYHOM Ie-
PEHOCUMOCTBIO U MUHUMAaJIbHBIM Te€PaTOreéHHbIM BO3/ICii-
ctBUeM. [1pyu 1OCTHMXEHUM aleKBAaTHOTO KOHTPOJIS Haf
MPUCTYIIaMU 3TOT Ipernapat, 6e3yCJIOBHO, IIPEICTaBsIeT-
cs1 omHUM 13 aydinux ADIT mo nepeHoCuMOoCTH.

Jlokaad uantocmpupoean KAUHUHeCKUMU NPUMepamu.
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npu abcaHcHoM anunencum

Anxcena bopucosna Koxcokapy, 0.m.1., pykosodumens
UeHmpa KAUHUMECKOoU Heupopu3uosoeuu u HeipopyHKyuo-
HAAbHOU OUACHOCMUKU, 3A68€0yI0uas omoeneHuem KAuHu1e-
ckoti Hetipoghuzuonoeuu DI'BY «locydapcmeentoiii HayuHblii
ueump Poccutickoii Pedepayuu — DPedepanvibiiit meOuyum-
ckuit 6uogusuueckuii yenmp um. A.U. bypnasana» ©MBA
Poccuu (Mockea).

HcTopusa uzyvenns. IlepBoe onuvcaHue abcaHCHOTO
TUIa TpUCTYIOB npeactaBui S.A. Tissot B 1770 1., coo0-
1B O HAOIIOAEHUSIX MTHOBEHHBIX BBIKJIIOYCHUM CO3HA-
HUS ¥ TIpEeKpalieHUs] peur B COYETAaHUU C JIETKUMU IBU-
xeHusimu a3. B 1824 r. L.F. Calmeil BBen noHsitue
«NUWIENTUYECKUI aDCAHC» — «KPATKOBPEMEHHBIE SITU30-
JIbI ITOTEPU CO3HAHUSI Y O0JIBbHBIX armuiencueit» [30]. B 1935
cynpyru Gibbs coBmecTHO ¢ W. Lennox cooO1uiam o Bo3-
HUKHOBEHUM TTpU abcaHCe reHepaln30BaHHOM CUHXPOH -
HOM ¥ CUMMETPMYHOM IMHUK-BOJHOBOW aKTMBHOCTH Ha
¢oHe HopMasibHOM (hoHOBOM DT [50].

Heiipodusuoornyeckue Koppeaarsl adcancos. [1aTo-
THOMOHUYHBIN DAI-KoppeasaT abcaHCHOro MpUcTyIna —
reHepaJIn30BaHHbI CUHXPOHHBIN Y CHMMETPUYHBINI pa3-
psaa cnaiik-BoiaH [5]. Ha ocHoBe kapTuHbl D3I
paznuyaloT: 1) THIIMYHBIN abcaHC — reHepaIu30BaHHbIE
CUHXPOHHBIC ¥ CUMMETPUYHBIE Pa3psiibl MMUK-BOJH Ya-
crotoii 3 IiI; 2) aTMNMUUYHBIIA — C MeHblIEeH 4acTOTOM
CITaiiK-BOJIH U HE CTOJIb BBIPAXKCHHOM CMHXPOHHOCTBIO
WX CUMMETPUYHOCTBIO pa3psinoB [5, 121]. ILAE (2019)
onpeesieT TUIIMYHBIN abcaHC KaK reHepaarn30BaHHbBIN
TUI MIPUCTYIIA ¢ BHE3AITHBIM HAYaJIOM W MOCJIEIYIOIINM
HapylIeHUEeM CO3HaHUs, CTeleHb HapylIeHUsS MOXET
BapbUpPOBaTh B 3aBUCUMOCTH OT CHEIIU(PUISCKOrO CUHI -
pomMa [119].

Knaccudukamus. AGcaHC OTHOCST K reHepaan30BaH-
HBIM (IIEPBUYHO I'€HEPATM30BAHHBIM) SMUICTITUIECCKIM
npuctymnam [5, 121]. AGcaHChI OTHOCST K TUITY TIPUCTYIIOB
C TeHepaJIM30BaHHBIMUY HaYaJIOM, HEMOTOPHBIM; BBIIEJIS -
10T TUITMYHBIE, aTUITMYHBIC, MUOKJIOHUYECKUE, AOCAHCHI
¢ MB; Takke otaesbHO BeIIensioT DA, KOTopble He3aMeT-
HBI JUTS1 OKPYKAIOIIKMX M CAaMOTO TalieHTa (II03TOMY IpH
DA TpyIHO ONPECINTh PeasbHbII BO3pACT Havajla mpH-
cTymnos) [46, 72, 73].

DIUIeTICUM, acCOLIMMPOBaHHBIE ¢ abcaHcaMu, I10
knaccudpukauuu ILAE 2019, Bkmouator JAD u FOAD,
IOMD, I'DDC+, cunapom dpase, DMAIIL, DMA. Ipyrue
aBTOPBI JOOABJISTIOT B 3TOT CITMCOK a0CAHCHYIO SITUJICTICUIO
paHHETo IETCKOTO Bo3pacTa, sanuiencuto ¢ @A, ciHApoM
JIxxuBoHca, cuHapoM HegoctatouHocT GLUT1 (6osie3Hb
ne BuBo) (3abosieBaHME HEOOXOAMMO MCKIIOYATh, €CJIU
abcaHchbl HAaUMHAOTCA paHblie 4 jet) [72, 121].

Mexanusm nerictus Celizapa (JJaMOTPUIKIH) BKITIO-
yaeT CJICAYIOIIMe KOMIIOHEHTHI: 1) cTa0MIM3alus mpecu-
HaNTUYEeCKOI HEHPOHATBHOM MEMOPaHbI 3a CUET OJI0KAIbI

4

BOJIBTaXK3aBUCUMBIX HATPUEBBIX KAHAJIOB; 2) OrpaHUYCHME
BBICBOOOXKIIEHMS BO30YXIAIONIUX HEHPOMEINATOPOB.
®apmakokunernka Ceiizapa (mamMorpumkuH). JlamoTtpun-
KUH He MeTabOoJIU3UPYyeTCsl CUCTeMOl LIuToxpoMoB P450,
npy 3ToM ADIT-UHIHOUTOPHI ypUIuHAUDOCHATIIIOKYPO-
HWITpaHC(pepas3bl, K KOTOPBIM OTHOCSATCS BaJIbIIPOATHI,
CHIDKAIOT KIIMPEHC JIAMOTPUMIKMHA,, 3HAYNTEIBHO YBEIMYM-
Bas nepuoz nonysbiBeneHus (T, /2 OKOJIO 60 9), 9TO MOXKET
MPUBECTU K YBEIIMYCHUIO KOHIICHTPAIIUY JIJAMOTPUIDKIHA
B IU1a3Me B 2—6 pa3. JIaMOTpUIKUH MeeT OJIaronpusiTHbIA
(bapMakoOKMHeTUYECKUIA TPOGUIbL U IIUTEIbHBIN ITePUOJ
noyBbIBeeHUs (24—37 1), 4TO TTO3BOJISIET yMEHbILIATh KpaT-
HOCTB ITpyeMa J10 1 paza B CYyTKHM U, COOTBETCTBEHHO, 3Ha-
YUTEJIHHO MOBBIIIIATh KOMIIAEHTHOCTD ITAlIMEHTOB.

K naub6onee yacteiM HSl oTHOCHTCSI KOXXHasl ChINb
(y 4—10 % naumeHTOB), OOBIYHO B BUC MaKyJIOIIAIyJIe3-
HBIX BBICHITIAHMI, KOTOPask MOXKET BOBHUKHYTh B TCUCHME
4—8 Hen mocnie Havasia JeyeHus. OnacHeie HA BkimovatoT
MYJBTHGOPMHYIO 3KCCYAAaTUBHYIO 3pUTEMY (CHUHAPOM
CruBeHca—/I)KOHCOHA) M TOKCUYECKUI 3MUAepMabHbII
HekpoJsiu3 (cuHapoM Jlaiienna) U BCTpevyaroTcsl B pEAKHUX
ciyJasx.

IIpumeneHne JIAMOTPUIKMHA B JIEYEHHH STHJICTICHH.
B pa6ore L.M. Frank u coaBnt. (1999) Gbl1a nponeMoH-
cTpupoBaHa 3(pOEKTUBHOCT, MOHOTEPAIIMU JIAMOTPUI -
KMHOM TIPM 3IIWJIENITUIECKUX TIPUCTYIIAaX C TeHepaIn30-
BaHHBIM Ha4YaJIoM (TUITMYHBIX abcaHcax): 82 % MalneHTOB
JIOCTUTJIU TTOJTHOTO KOHTPOJISI IPUCTYIIOB, Uy 62 % coxpa-
HSIJICSI KOHTPOJIb Hall TIPUCTyIaMu B TeueHue 4 Hen [48].

B pab6ore G.L. Holmes u coaBt. (2008) oTcyTcTBUE
MPUCTYIIOB ITOC/Ie MHUIIUAIBLHOM TePaIu JIAMOTPYIKM -
HOM OBLJIO TOCTUTHYTO: MO JAaHHBIM JTHEBHMKA IPHUCTY-
1moB — Y 59 % (n = 51); no nanHbiM DD —y 56 % (n = 54);
10 JaHHBIM 24-4yacoBoii amOynaTopHoit DD — y 49 %
(n = 49). OTcyTCTBHE NPUCTYNOB HA MOIACPXUBAIOILIEM
9Tare Tepanuy JaMOTPUIKMHOM OBLIO JOCTUTHYTO: 1O
JaHHBIM THEBHMKA MPUCTYIIOB — y 89 % malueHTOB
(24-s nenens) u 86 % (32-sa Henens) (n = 28); 0 TaHHBIM
knrHuyeckoit D3I —y 78 % (n = 27); o JaHHBIM CyTOY-
Hoii aMmOynaropHoit DI — y 81 % (n = 26). Haubonee
yacTeiMKi HSI ObUIHM rojtoBHast 60JTb 1 Kalieib [61].

AJropuT™BI JiedeHus adcancHbix smwiencuii. S.K. Kessler
u E. McGinnis (2019) npeanoxXuan aaroput™ JedyeHus ad-
CAaHCHOM SIWJIETICUU Y €T, BKIIIOYAIOLIWIA CIEAYIOIINE
sTanbl: 1) BBEACHUE 3TOCYKCMMMIA P BBISIBJICHUN a0CaH-
COB; 2) TP MEPCUCTUPYIOIIUX MTPUCTYTIAX, U MOSIBIICHUA
HA npu npueme stocykenmuaa, unu Haauauu 'TKIT —
Teparus BaJblIpoaToM, 3) TIpU MEPCUCTUPYIOIIMX IPUCTYIIAX
i HS1 npu npueMe aTocyKcruMuIa WK BajbIIpoaTa B MO-
HOTEpaIMy — Tepalusi JaMOTPUIKUHOM; 4) IIPY ITEPCUCTH -
pytonmx npuctynax wiv HS nmpu npueMe sTocykcuMmuna,
BaJIbIIpOATa WIK JJAMOTPUIIKMHA B MOHOTEPAITUY — KOMOU-
HMpOBAaHHAs Tepalvsi, KOMOMHAIIMS BaJbIIpoaTa 1 JJaMo-
TpUIKMHA UK Kitobazama [70].
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Hpyroii anroput™ JieueHust JIAD npenctasuiu B. Mo-
stacci u coaBT. (2021): 1) mpu u3oaupoBaHHBIX abcaHcax
Ha3HA4YaeTCsl STOCYKCUMMI; 2) TP HEKOHTPOJIUPYEMBIX
abcaHcax uiau npu coueranuu abcancon ¢ ['TKIT nmpemapat
BBIOOpA — JIAMOTPUIKUH; 3) Ipyre BO3MOXHbIE BapuaH-
THI Tepanuu: Kjioba3aM, KJIOHa3emnaM, JIeBeTUpalleTaM,
TOIMpamar, 30HucaMuz; 4) B Clydae MHOXECTBEHHBIX He-
yIad — npuMeHeHue BaJibnpoarta [83].

AnroputMm JieueHust KOAD, npeacraBieHHBIN TOM Xe
rpynmoi aBTopoB [83], BK/IIOUAET CIEAYIOLIME DTAIIbI:
1) uHULMANIbHAS TepaIus — JaAMOTPUIKUH; 2) TIEPCUCTHU -
poBaHMe abCaHCOB — 3TOCYKCUMMI; 3) MPU HaJIUIUK
I'TKII — neBeTupatieram, Tonupamar; 4) ipyrue Bo3MOxK-
HbIEe BapHMaHTHI JICUEeHMSI: KJI0Oa3aM, KJIoHa3ernaM, 30HH -
caMMI; 5) B cllydae MHOXKECTBEHHBIX Heyaad — IIpUMeHe-
Hue BajbIipoara [83].

E. Cerulli Irelli u coast. (2023) ony6auKoBaau JaHHbIE
IO CPaBHUTENIbHOU 3(GEKTUBHOCTHU JIeBETHpalleTaMa
M JIAMOTPM/IKMHA B Ka4eCTBE MpeIapaToB 1-il TUHUM 115

N3 pekomennanuii NICE 2022
Abcancsl (BKimogas JIAD)

JIeYeHUsT abCaHCOB Y MalMEHTOB XXeHcKoro nojia mpu UI'D.
Hawubonbiasa 3¢ heKTuBHOCTh ObLIa BhISIBIeHA Ha (DOHE
Teparnuu JeBeTupaueTaMoM Toabko mpu KOMD (oTHolIe-
Hue puckoB 0,47; 95 % noBepUTEIbHBIA MHTEPBAI
0,32—0,68; p <0,001), 6e3 cTaTUCTUIECKHN 3HAYNMBIX pa3-
JIMYUA cpenu apyrux cuHapomoB UI'D. JlamoTpumkuH
WMeJ TTpeuMyIIecTBa Mepe/] JeBeTUpalieTaMoM I10 mepe-
HOCUMOCTHU. Y 00OMX IpernapaTtoB OTMEYaIoCh CXOXEe
yIepxXaHue Ha Tepanuu yepe3 12 mec [32].

O.A. ITvutaeBa u K.}O. Myxun (2020) npoBesin peTpo-
CIIEKTUBHOE MCCIIEIOBaHKE C BKIIOYCHUEM 22 TIAallMEHTOB
B Bo3pacTte oT 3 10 34 yiet (cpenHuti Bo3pact — 15,3 rona):
10 marmeHTOB MY>KCKOT'0 IToJ1a, 12 — >KEHCKOTr0; 8 B3pOCIbIX
u 14 neteii (1o 18 yeT), U3 HUX 6 AeTeil B Bo3pacTe oT 3 10
12 net. PacnipeneneHue no opmMaM 3MUAJIEIICUM: UAXOTIA-
TUYecKasl (TeHeTHYecKasl) reHepaJM30BaHHasT STTMICTICHS
(n=29); unuonaruyeckas (reHeTUu4YecKast) hoKaIbHas 3IU-
nencus (n = 2); ¢poKanabHas SIUJIETICUSI HEYCTaHOBJIEHHOM
aTtrosiornu (7 = 1); CTPYKTYpHas. ¥ MPEATIOI0XUTEIHHO

5.3.1. TlpemnoxuTe 3TOCYKCUMU B KQUECTBe 1-1i IMHUM JIeUeHU ST TIPU MPUCTYTax abCaHCOB.
5.3.2. Ecnu neyenue 1-ii tuany Hea((HEKTUBHO, MPEUIOKUTE BATLIIPOAT HATPUS B KayecTBE 2-U JIMHUUN
WIN AOTIOJIHUTEIBbHOW TEPANK MPUCTYTIOB a0CAHCOB B KATETOPUSIX MALMEHTOB:

* MaJIbYMKHM BCEX BO3PACTOB,

¢ A€BOYKMU JO 10 JICT, KOTOPBIM BpAd JIN MOHAI00MTCS JICYCHHUE, KOTIa OHM JOCTUTHYT AETOPOJAHOIO BO3pacTa,

¢ XKCHIIMWHBI, KOTOPbLIC HEC MOT'YT UMCTb JETEe.

5.3.3. Eciu nedenue 2-it TuHUA HEd(G(HEKTUBHO MJIST MPUCTYIIOB a0CAHCOB, MPEMIOXUTE JIAMOTPUIKUH
WJIV JIEBETUPALIETaM B KauecTBe 3-i1 IMHUY MOHOTEPAITNY VI JOTIOJTHUTEILHBIX BAPUAHTOB JieueHus1. Eciu
TEePBbIA U3 3TUX BAPUAHTOB HEYJAYHbBIN, PACCMOTPUTE BTOPOU U3 TAHHBIX BAPUAHTOB.

AGcaHChI B COYETAHNH C IPYTUMH THIIAMH PHCTYTIOB

5.3.5. PaccMoTpuTe BalbIlpoaT HaTpUs B KauecTBE MpernapaTa 1-it TMHUM 11k TPUCTYIIOB a0CaHCOB B coUeTa-
HUU C IPYTUMU TUTIAMMU IIPUCTYIIOB (MU TIPU UX PUCKE) B KATETOPUSIX MAIlEHTOB:

¢ MaJIbYUKHU U MYKUYUHBI,

* neBOYKM 10 10 J1eT, KOTOPBIM BPsI I TIOHATOOUTCS JIeUeHMe, KOTa OHU TOCTUTHYT IETOPOTHOIO BO3pacTa;

¢ XKECHIIMHBI, KOTOPbLIC HE MOT'YT UMETb JETEH.

5.3.6. PaccMoTpuTe TaMOTPUIKIH WA JIEBETUPALIETaM B KAYECTBE BAPUAHTOB JICYSHUST 1-ii IMHUU Y XXEHIIUH
M ICBOYEK, CIIOCOOHBIX MMETb JeTeil (BKIIIOYAsk MOJIOMIBIX IEBYIIEK, KOTOPHIM BEPOSITHO IIOHAT00UTCS JIeUYCHUE,
KOTJIa OHM JOCTUTHYT IETOPOIHOrO BO3pacTa), ¢ aOCAaHCHBIMU IPUCTYIIAMU W IPYTMMU TUIIAMU IIPUCTYIIOB
(MM ¢ pUCKOM MX BO3HMKHOBeHHUs). Eciiv mepBblii BapMaHT OKa3ajics HeydauyHbIM, PACCMOTPUTE BTOPOI

13 BapUaHTOB.

5.3.7. He Ha3HayvaiiTe BaabIIpoaT HATpHs MpU abcaHcax B COYETAHMU C IPYTMMU TUTIAMU IIPUCTYIIOB (U PUCKOM
MX BO3HMKHOBEHMSI ) XKEHIIMHAM U IeBOYKaM, CIIOCOOHBIM UMETh JIeTel (BKJII0Yast AeBYIIEK, KOTOPHIM, BEPOSIT-
HO, ITOTpeOyeTcs JieyeHHe, KOTa OHU JOCTUTHYT I€TOPOIHOIO BO3pacTa), 3a MCKII0YEHUEM CllydaeB, KOrIa:

* IpyTHe BapUaHTHI JieueHUsT Hed((HEKTUBHBI;

* PMCKU U IPEUMYIIECTBA ObLIM MOJTHOCTHIO 00CYKIEHBI, BKJIIOUasi pUCKU JUISI OYyIyIero peoeHKa;
* ObUIa IIPUHSITA BO BHUMaHUE BEPOSITHOCTh O6PEMEHHOCTH, a IIPU HEOOXOIMMOCTH OblIa BHEIPEHA IIPOrpaM-

Ma IpeaoTBpaIeHUSI OepeMEHHOCTH.
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CTPYKTypHasi (poKasibHasi anuiencus (n = 4), reHeTUdecKue
U TIPEATIONOXUTEIBLHO reHeTHIecKre DD (n = 6). Dddek-
TBHOCTH Celizapa Ipy pa3IMYHBIX TUIIAX ITPUCTYIIOB CO-
cTaBMJIa: abcaHChl — 86 %, MUOKJIOHMYECKHUE TIPUCTYIIBI —
80 %, ctpykTtypHas dokanbHas sruerncus — 80 %, npyrue
dopmbl — 66,7 %. ABTOpHI ITOKazanu, uto Ceitzap addek-
THBEH KaK IPY MePBUIHOI MOHOTEPAITMHU, TaK M B KOMOM-
HMPOBAHHOM Tepallii, BKJIF0Yas MaleHTOB ¢ (hapMaKope-
3UCTEHTHOI anuiencueit [18].

B 2022 r. naHHO# rpynmnoii aBTOpoB ObLI 00001IeH
onbIT mpuMeHeHust Ceiizapa Ha OOJIbIIICH TPYIINe MaleH-
ToB. B riccnenoBanuu yuactBoBanu 104 mauuenTa: 87 nereit
u 17 B3pocCibIX (42 — MYKCKOTO K 62 — JKEHCKOTO 0J1a).
Pacnipenenenue mo dopmam s3IUIEIICUN: CTPYKTYypHas
1 MIPEATOIOXUTEILHO CTPYKTYPHast (hOKaIbHAST SITUJICTICHS
(n = 44), (pokanbHas 3MIUIETICUST HEYCTAaHOBJIECHHOM 3THO-
JIOTHH (1 = 6), TCHETUYECKIE W IPESATIONIOXNUTEIBHO TeHETH -
yeckue anuerncuu u 99 (n = 43), unponarudeckre ¢GopmMbl
snuaencuu (n = 11). Ceiizap npuMeHsLICS B MOHOTepaIu
y 38 nmanuenToB; no6asieH K apyruM ADII B 66 ciyyasix;
couetanue Ceiizapa ¢ 1 ADII nonyyanu 48 maluyeHTOB, CO-
yetanue Ceiizapa ¢ 2 ADI1 — 18 mauneHToB (M3 KOTOPhIX
YCHEIITHBIM MePeXo C MoJIMTepariy Ha MoHoTepanuio Ceii-
3apOM COBEpILEH Yy 2 MalueHToB) (TabJ1. 4).

ITo ouieHKe 3 HEKTUBHOCTU U TTEPEHOCUMOCTH Tepa-
U 0OJILHBIMU 3MTUJIeTICHel (MaTepuaibl 3aceganus Co-
BeTa 3KCIIEPTOB HEBPOJIOTOB-3MMIIECNITONOrOB LleHTpasib-
Horo (¢enepanbHOro okpyra, 2022) Ceiizap sBisieTcs:

4

* mpemnapaToM 1-ro BbIOOpa B MOHOTEpAIIMU U paliko-

HaJIbHOM MOJIMTepaIy Ipy BeeX (hopMax SIUIEIICUM

M 3IWICTITUYECKUX CHHAPOMAaX y IeTeil U B3POCIbIX;

* mpernaparoM 1-ii JMHUY IIPY TeHepaTu30BaHHOM 3111 -

JIETICUM Y JIeTeld, B TOM YMCJIe HauuHas ¢ 3 jeT (mpu

abcaHcax), B CBSA3U C TOJIOKUTEIbHBIM KOTHUTUBHBIM

npoduieM;
* mpemnapaToM 1-ro BeIOOpa NPy MHUIIMAIBHONW MOHO-

Teparnuu XeHCKOI 1 TTOJPOCTKOBOM SIWICTICUN;

* IpernapaToM BbIOOpa y OOJIbHBIX ¢ KOMOPOUIHBIMU

MCUXUIECKUMU PACCTPOMCTBAMM.

Ha sTane manupoBaHusi 6epeMeHHOCTH OIlpaBaaH
MepeBOI KEHIIUH C IETOPOIHBIM ITOTEHIIMAIOM Ha JJaMO-
TPUIXUH [3].

IIpo6.eMa B3auM0O3aMeHSE€MOCTH OPUTHHAJIBHbBIX M Te-
HepUYECKHMX NpenapaToB npu snuiencuu. [1lo MHeHUIO
M. Holtkamp u W.H. Theodore (2019), xoTs1 reHepuye-
ckue ADII 3HauuTeNbHO AclIeBe, YeM (PUPMEHHBIE TIpe-
mapaTbl, HEOOXOIUMBIM yciaoBueM InpumeHeHus ADII
SIBJIIETCS OMOSKBUBAIICHTHOCTD [62]. HJIsT KIIMHUIIMCTOB
TepaneBTUYECKast 5KBUBAJICHTHOCTb BaxKHa JIJIsI ITPEIOTBpa-
IIEHUs PelUAMBa MPUCTYIIOB WJIM MHTOKCUKALIMU TP
nepexojie Ha IKEHEPUKU WU MeXny HUMU. KiimHuue-
CKHE UCCIIeOBaHMSI IOKA3bIBAIOT, YTO MePEeX0 Ha JIKe-
HEPUKU WK MEXIY HUMM MOXET OKa3bIBaTh BIUSHUE
Ha 3¢ GEeKTUBHOCTD JICYECHUsI, JaXKe €CIU COAepXKaHHUE
nmpemnapara B KpOBM IPU 3aMEHE €Tr0 CYIIECTBEHHO
HE MEHSIeTCS.

Tabmaua 4. Ighgpexmusnocms Ceiizapa npu paziuunsix oopmax snunencuu @ obuieii epynne nayuenmos, h = 104 [16]
Table 4. Efficacy of Seizar in various forms of epilepsy in the general group of patients, n = 104 [16]

Idiopathic epilepsies, n (%)

7 (64), U3 HUX 5 — KIIMHUKO-
3JIeKTposHIIe(Danorpaduye-
CKasl peMuccust
7 (64), of which 5 were
in clinical electroencephalo-
graphic remission

Pemuccust mpucTyIoB
Remission of seizures

YpexxeHue mpucTyIoB

Ha 50 % u Gonee 19)
Reduction of seizures by 50 %

or more

bes 3Haunmoro apdexra

No significant effect 32N
Bcero
Total 11 (100)

Genetic epilepsies
(+ developmental and epileptic
encephalopathies), n (%)

Structural focal epilepsies, n (%)

32 (64), u3 HUX 9 —
KJIMHUKO-3JIEKTPO3HLIeDano-
rpacduyeckas peMUCCUS
32 (64), of which 9 were
in clinical electroencephalo-
graphic remission

8 (19)

8 (16) 26 (60)
10 (20) 9 (21)
50 (100) 43 (100)

[>)
Q
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Ecnu HeoOXoaMMO MEepEeKIIOUNTBCS Ha YHUBEPCATb-
Hble ADIT nin Mexay HUMU, BpauM JOIKHBI KOHCYIBTU -
pOBaTh CBOMX MAIlMEHTOB O HEOOXOIMMOCTH CTPOTOM MTPH-
BEPXKEHHOCTH K JICYCHUIO JIJISI CHIKEHMSI PUCKOB.

JurHamMuyKa TUIa3MEHHO# KOHIICHTPALMU JJAMOTPHI-
>KMHA TT0 OCHOBHBIM (PapMaKOKMHETHYECKIM TTOKa3aTe IsIM
(AUCu C_, ) mociie OIHOKPATHOTO MpHeMa MperaparonB
Ceiizap u JlamukTan B no3e 200 Mr mokasaja OTCYTCTBHE
CYILIECTBEHHBIX pa3nuuuit [19].

TakTuKa nepexoja Tepanuu NAMEHTOB C pasHbMH Gop-
MaM# SMWIENCUN/TANAMA TPUCTYNOB ¢ 0a30BbIXx ADII
Ha Ceiizap [49, 111]. Monotepanusa ADIl — «3o0Toit
CTaHAApT» JICYSHUSI SIWICTICHH, CBSI3aHa C HU3KOM BEpO-
SITHOCTBIO pa3BuTus HSI, mo3BossieT n36eXaTh UCIIOIb30-
BaHMS CJIOKHBIX PEXMMOB JO03MPOBaHMS, TOOUTHCS OoJiee
BBICOKOI KOMIUTAEHTHOCTU MAllMEHTOB, CHU3UTh CTOM-
MOCTb JICUCHUSI 110 CPAaBHEHUIO C ITOJIUTEpaIIieii.

BnesamHas 3aMeHa ogHoro ADI1 Ha apyroii TpyaHo-
OCYIIECTBUMA M HeXeJlaTebHa, U JaXe IMOTCHIIMAIbHO
omnacHa, TaK KaK Bo3pacTaeT PUCK Pe3KOT0 yYallleHUsT TP~
CTYIIOB U pa3BuTHUS HerepeHocuMbix [1D ADII.

Ha ocHoBe KOHCeHCyca MHEHMIA 9KCIIEPTOB 110 PE3YJTb-
tatam orpoca SPECTRA (Study by a Panel of Experts
Considerations for Therapy Replacement and
Antiepileptics) ¢ ucnonb3zoBaHueM aenbopuiickoro (Delphi)
METOJIa IPEANOYTEHUE OTAACTCS CIICAYIOIINM CTPATETUSIM:

* MepexomHas IOoJMTepaIus — IPoLecC MHUIIMALUN
JieyeHus nmanyeHTa HoBbIM ADIT 10 DOCTUXEHMS ero
LIEJICBOI J103bI NPY COXPaHEHUM TOIICPKUBAIOIIEH
no3bl 6a30Boro ADII ¢ mocieayouM ee CHUKEHUEM
U oTMeHoI nepBoro ADIT;

* TMPEANOYTUTEIbHA CTPATerMsl MEIJICHHOIO TUTPOBAHMUS
HOBOTO TIperapaTa py COXpaHeHUU (UKCUPOBaHHOM
110361 6a30Boro ADII, uto obecreynBaeT JIyYIInii KOHT-
POJIb MPUCTYIIOB ¥ MEPEHOCUMOCTD TepaIlvu;

* PEKOMEHIIOBaH TMOKUIA peXXUM TUTPOBAHUS, TIPEIYC-
MaTpUBAIOIIMI OCTETIEHHOE CHUXXEHUE T03bl 6a30-
BOTO TIpernapara.

B cooTBeTCTBUM C pesonmonueii 3aceqaHust pabodeit
rpynnbsl Poccuiickoit MpOTUBORMUIECITUYSCKONM JTUTH
copMynMpoBaHbl OCHOBHBIE ITPUHIIUIBLI 6€30MaCHOTO
BeIOopa ADII B pamkax omHoro MHH [1]:

1. ABaksH ITH., benoycosa E. ., Bypa C.I'. u ap. PekomeHnauun
9KCIIEPTHOrO coBeTa PoccuiicKoii TpOTUBOSITUIENITHYECKOM JINTH
10 TPUMEHEHNIO OPUTHMHAIBLHBIX ¥ BOCIIPOM3BEAEHHBIX ITperapa-
TOB (IKEHEPHUKOB) [UIsI JICIEHHUSI SITUIETICUU. DIMIEIICUS 1 TIapOK-
cusMasibHble cocTostHus 2011;3(1):17-9.

Avakyan G.N., Belousova E.D., Burd S.G. et al. Recommendations

* Y MallMEeHTOB, HaXOASIIUXCSI B PEMUCCUM, CIEIyeT
u3beraTb 3aMeHBI IIperapaTa B paMKax OJHOTIO
MHH, Bxiiouast popMy npernaparta. 3aMmeHa MOXET
MOBJIeYb 32 COOOIT BO30OHOBIEHUE ITPUCTYIIOB, BO3-
HukKHoBeHUe HS u colmanbHble MOCAEACTBUS IS
MalKeHTa;

* 3aMeHa JIEKapCTBEHHOTO Tperapara B paMKax OJHOIO
MHH y nanyeHTOB, HaXOASIIMXCS B PEMUCCUM,
HE oIpaBJaHa ¢ 5KOHOMUYECKOI TOUKHU 3pEHUS B CBSI-
3U C BO3pacTaHUEM 3aTpaT Ha MEAULIUHCKYIO ITOMOIIb
1 YBEJIMUEHUEM HENIPSIMBIX PaCXOI0B.
3akmouenne. Ceiizap MMeeT caMblii O0JIBILION KIMHU-

YECKUI ONBIT MPUMEHEHUSI (Cpeau MpenapaToB JaMOTPUI -

xuHa) B PO®. DdpdektrpeH B otHomeHun UI'D, pu aTom

IUTeNbHOCTh nprueMa Celizapa 0€3 OTMEHBI Tepalmuu

nocturaeT 5 u 6ojiee jeT. BoaMoxxHo nnpumensTh Ceiizap

B MOHOTEpaNnuy U B KOMOMHAIIMU C BaTbIIPOATOM, B JajIb-

Hei1leM CHIXKasl 103y BajibIipoaTa Ul YMEHbIICHUS prcKa

pPa3BUTUSI MHOXECTBEeHHBIX HI.

Ceii3ap — 3TaJIOHHbIN JIAMOTPUIKUH B PD, nmerormit
BBICOKYIO TepaneBTUUECKYI0 3((PeKTUBHOCTh 1 OMO3KBU-
BaJIECHTHOCTb, COOTBETCTBEHHO, BOCIIPUHMMAETCS Bpaueo-
HBIM COOOIIIECTBOM KaK OPUTMHAIbHBIN ITpernapar.

OnTuMaIbHBII aJIropuT™M hapMaKoTepanuK Mpu adcaHc-
HOI dIMJIeTICHH:

1. IIpu u3oaupoBaHHBIX abcaHCaX — MOHOTEpamnus
CeilizapoMm (1aMOTPUAKUHOM) — 1-s1 IMHUS MO-
HOTEepamnuu y XEHIIUH U OeBYIIeK, CIOCOOHBIX
UMeTh AeTelt; npu HA namoTpuaxmHa — 3TOCYK-
CUMUJI.

2. Ilpu abcaHcax B KOMOWHALIMY C APYTMMU BUIAMU ITPHY-
ctynoB: npu couetanuu ¢ I'CIT — Ceiizap (JtamoTpua-
KWH) B MOHOTepanuu; rnpu codetanuu ¢ I'CII u npu
HA 3Ttocykcumuna — MOHOTEpanus BajJblIPOAaTOM,
JIiyoTepanusi KOMOMHaIMe JaMOTPUIKUH + Bajib-
Mpoar.

3. IIpu nepcuctupylomux npucrymnax adbcancon, I'CII,
HS namoTpumxuHa uay Bajblpoara, MpOTUBOIIOKA-
3aHUSX K Ha3HAUYEHUIO BaJiblipoaTa — MPUMEHEHUE
B MOHOTepanuu TorMpamMara, Kjiiobdazama; mpuMeHe-
HUE B IyoTepanuy TolMpaMara 1 Kjiobazama.
Jlokaad uanrocmpuposan KAUHUHeCKUMU npUMepamu.

of the Expert Council of the Russian Antiepileptic League
on the use of original and generic drugs for the treatment of epilepsy.
Epilepsiya i paroksizmalnye sostoyaniya = Epilepsy and Paroxysmal
Conditions 2011;3(1):17-9. (In Russ.).

2. IycsikoB @.U., BenoycoBa M.B., Mopo3zosa E.A., lazuzosa J1.T. Te-
TEPOreHHOCTh abCAaHCHBIX SMUIIETICHIA B IETCKOM Bo3pacTe. O603pe-
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KoHctanTun HOpbeBuy Myxun — fokTop
MeJULIHCKIX HayK, Tpodeccop, pyKoBoauTeNb
06befnHeHna MefULMHCKUX yupexeHuil
Mo AUarHoCTUKe, NeYeHnto u peabunutawum
3aboneBaHuil HepBHOI CUCTEMbI U INIANENCUN
um. Catutena Jlyku, 3amectutenb rnasHoro
peaakTopa «Pycckoro XypHana LeTckoil HeBpo-
NOTUN», MEXAYHAPOAHO NPU3HAHHDIN IKCNepT
B IMArHOCTUKe U NeYeHUN INUNenciu, BblCoKo-
KBanMdULMPOBaHHbII Bpau-HeBpOnor, UMeto-
wuit 6onee uem 38-neTHuii onbiT paboTbl
€ 60AbHBIMK FNUNENCUEN, BNeCTALLMIA YueHblil,
paboTbl KOTOPOro NOMYYMAN BCEMUPHOE Nput-
3HaHMe 1 LUMPOKO U3BECTHbI KaK B HalLeid CTpa-
He, TaK 1 3a pybexom.

B 1984 r. Konctantui pbeBuy okoHumn
¢ otanumem 2-in MOJITMU um. H.W. TMuporoga,
a B 1986 I. — KNMHNYECKYI0 OPAMHATYPY N0 He-
BpONOrUY Ha kadepe Noj pyKOBOACTBOM aKa-
Aemuka J1.0. bapanana. B 1990 r. K.H0. Myxux
3aLLMTIN KAHAMAATCKYI0 ANCCepTaLMIo No Teme
anunencu, a B 1997 r. — BOKTOPCKYto AuccepTa-
LMo Ha Temy «lanonatiyeckme reHepani3oBa-
Hble GOPMbI SNUAENCUI: AUArHOCTUKA 1 Tepa-
nuax. C1986 no 1990 1. paboTan B npakTiyeckom
3ApaB00XpaHeH!I 3aBeflyIOLLMM AETCKAM HEBPO-
nornyeckum otaenexnem, ¢ 1990 no 2010 r. —
Ha kadeape HepBHbIX bonesHeid. C 1996 T. bbin
Ha3HaueH fioLeHToM, a € 1999 1. — npodeccopom
kadenpbl HepBHbIX GonesHeli NeauaTpuueckoro

Mamartu

KoHcTtanTuHa lOpbeBuya

MYXUHA

Cenybokum npuckopbuem coobujaem o 6e3epemeHHOL KOHYUHe
8b10aI0L}e20CA 8paya, y4eHo020, Nedazo2a u HACMABHUKA —

npogeccopa Koncmanmuna 0psesuya MyxuHa

(25.05.1961-13.01.2025)

daKynbTeTa ¢ Kypcom [eTckoit Heponorm da-
KynbTeTa ycoBepLUeHCTBOBaHIA Bpaueil (DYB);
B 2001 r. emy 6bIN0 NPUCBOEHO 3BaHMe npodec-
copa. C pespana 1999 r. K.10. MyxuH cranoBuT-
(A PyKOBOAWTENEM BHOBb CO3aHHOI0 Kypca
OYB no getckoil Heponorum npu kadespe He-
BPOOTMYN 1 HEAPOXUPYPriM NEANATPUYECKOTO
dakynoreta [0Y BMO PTMY, a 8 2010-2011 rr.
PYKOBOAUT KadeZipoii HeBPONOTUM U 3NENTO-
norui OYB PTMY. B TeueHne 15 neT oH BO3rmaBnan
CTyAeHYECKUI HayYHbI KPYKOK 10 HEBPOAOTUN
B PTMY, KoTopblii CTan cambiM NoceLiaeMbim
B yHMBepcuTeTe.

K.10. MyxuH BbicTynan ¢ nekumuamu B Poccum,
ctpaHax CHI 1 3a pybexom, uutan nekuuu
M0 pa3HbIM pa3fienam HeBPOOruN NpaKTuye-
CKIM Bpayam 11 HayuHbIM MCCNe0BaTeNAaM.
(Cnywatenu oTMeyanu APKIIA NEKTOPCKIIA TanaHT
1 BbICOKIIA NPodeCccoHanu3m, 1 neKwim npo-
deccopa K.10. MyxuHa B TeueHne mHorux net
MoNb30BaNcb H0MbLLOIA MONYAAPHOCTBIO CPEAY
KYPCaHTOB, HayuHbIX paboTHMKOB, Bpaueii,
a TakKe acnupaHToB U CTyAeHToB. bnarofaps
€ro ycunuam 60NbLUMHCTBO AETCKUX SNUAenTo-
noros Poccuu 1 ctpan CHI npowunu obyyenue Ha
Kypcax, KoTopble OH KypupoBan.

B 1996—1997 rr. npodeccop K.10. Myxu cos-
mecTHo ¢ npodeccopom A.C. MeTpyxuHbim, Ao-
ueHtom JLI0. TnyxoBoit u coTpyaHuKkamm Jer-
CKOIA NCUXMATPINYECKOi 60nbHMLbI N 6 (FMaBHbIif

Bpay B.10. KoxeBHuKoBa; ceiiuac HonbHuua
HocuT Ha3BaHue HIIL| ncuxuueckoro 350poBbA
ZeTeii n noppoctkoB um. I.E. Cyxapesoii) nep-
BbIMU B Poccui BHepUAN BIE0INEKTPO3HLIE-
danorpaduyeckuit MOHUTOPUHT B AMArHOCTUKY
anunencum.

B manbHeitiem coBMeCTHO ¢ npodeccopom
A.C. MeTpyxuubim, gouentom B.A. Yagaesbim
1 MeXJyHapoAHbIM 3KCMepToM B 06macTy 3nu-
NenTonoruu, HelipoBIU3yanu3aLnm u Xupypri-
yecKoro neyeHusa snunencum XaHcom Xosnbrxa-
y3eHom (fepmanua) npodeccop K.10. Myxun
BrepBble Hauan pa3BuBaTh B Poccum coBpemeH-
Hble MeX[yHapOAHble METOAbI XVpYprun 3nu-
Nencun 1 Npexupypriyeckoro obcnefoBaHus
MaLMEHTOB.

Mpodeccop K.K0. Myxun — BeayLuuit feTcKuii
3NUNENTONOT U OAUH U3 OCHOBOMONOKHUKOB
C03AaHNA COBPEMEHHOI AETCKOIA SNUNenTono-
run B Poccun. OCHOBHbIMM HanpaBneHNAMM
pabotbl K.10. Myxuta 6binu guarHoctinka v ne-
yeHue NUNEeNcun y feTeil, KNMHMYECKasa nek-
Tpo3HUedanorpa¢ua. B TeueHme MHorux net
npodeccop MyxuH npogomKan HayuHble ucce-
A0BaHuA No npobneme snunenciu. KOHCTaHTH
[0pbeBuY BNEpBbIe OMYcan COBMECTHO O CBOUMIA
Konieramin pafl HoBbIX OPUMMHAbHbIX CUHAPO-
MOB B 3MUNENTONOMN; UANONATAYECKYHO (reHe-
TUUeCKyto) GOKanbHyH SMUNeNcuio ¢ nceBaore-
Hepann30BaHHbIMIA NPUCTYNami i GoKanbHYH
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3NUNENCUI0 AETCTBA CO CTPYKTYPHBIMU U3MeHe-
HUAMM B MO3re 1 06pOKaueCTBEHHbIMI IMi-
nenTUdOPMHBIMU NaTTEPHAMI Ha INEKTPOIH-
uedanorpamme, Kotopble 6binn NpuU3HaHbI
B Poccun u 3a pybexkom. Pa3sun KoHuenuuio
0 PO/N BPOXJEHHOTO HapyLIeHNA NPOLeccoB
C03peBaHNA M03ra B Pa3BUTHN UANOMATUYECKUX
(OKANbHBIX MUNENCUA M SNUNENTUYECKNX SHLIE-
danonatuity aeteii. llepBbIM 13 POCCURCKIX AOK-
TopoB npodeccop K.10. Myxu onucan u n3yumn
KaTeropuio MaLMeHTOB C KOTHUTVBHOI SMMNeNTU-
(OpMHOI ile3uHTerpaLmeil — naTonornyeckum
COCTOAHMEM, NpX KOTOPOM 3NUNeNTUPOPMHas
aKTVIBHOCTb OKA3bIBAET HEraTMBHOE BO3EliCTBIE
Ha KOrHUTIBHbIe GyHKLIM pebeHKa Aaxe B OTCyT-
CTBIE SMUNENTUYECKMX NPUCTYTIOB.

Mpodeccop K.10. Myxun aBndetca apTopom
1 c0aBTOpOM 15 MOHOrpaduii, BKNoYas atnac
ANEKTPOKANHNYECKOR ANATHOCTUKM SNUNENCUN,
dyHAaMeHTanbHble MOHOrpaduu no Snunenti-
YecKMM SHLePanonaTmam Ha pycCKOM 1 aHIMiA-
CKOM A13bIKaX, a TaKe pyKOBOACTBO [i/1A Bpaueil
«InuenTuyeckine CUHAPOMbI». KHura «Inunen-
TUYecKine CUHAPOMbI. [luarHoCTvka 1 Tepanus» —
HacToAWMIA becTcennep, WMPOKO U3BECTHDI
B Cpejie Bpaueii-anunentonoros. KHura Bblaep-
Xana 5 u3gaHuii: 1-e U3gaHue BbILWO B (BET
B 2005 ., a nocneHee Ha JaHHbIA MOMEHT,
5-e u3panue, — 8 2020 . Takxe 6onbLuyto 3Ha-
YMMOCTb AN1A Bpayeii umeeT borato uantcTpu-
POBaHHbII aTNAC NEKTPOKNMHUYECKON AUarHo-
CTUKN 3nunencun. MepBoe M3paHue atnaca
BbinyweHo B 2004 r. u Jo cux nop coxpaHaer
BbICOKYI0 aKTYanbHOCTb U He IMeeT aHanoros
B 0TeYeCTBEHHOI IUTepaType.

B nocnegHue ropbl Xu3Hu npodeccop
K.10. MyxuH 3aBepLuan paboty Hag 2-M u3aaHu-
em atnaca («Inunencua. ATnac 3neKTPOKAMHUYe-
CKOIA MArHOCTVKV 1 Tepanuu» B 2 TOMax, aBTopbI:
K.10. Myxun, J1.10. TiyxoBa, A.A. XonuH). OyHaameH-
TabHblil TpyZ Bblwen B BeT B 2023—-2024 rr.:
B fiekabpe 2023 1. 6bin ony6ankoBaH 1-it Tom
1 0CeHblo 2024 1. — 2-it Tom. B 1-it yacTn atnaca
npefcTaBeHbl HOBeilLLNe CBeJeHNA NO KNNHN-
yeckoil anekTpo3Huedanorpaduu, BONpocs

knaccudukaum. OTaenbHO paccMoTpeHbl Gusio-
noruyeckme 1 natonoruyeckue naTTepHbl Mej-
NeHHOBONHOBOI aKTUBHOCTH, YCIOBHO NaToNo-
rMyeckme NaTTepHbl, NAaTTEPHbl C HEACHbIM
KNMHUYECKUM 3HaueHKeM, a Takxe dusnonoru-
yecKue 1 natonornyeckue naTtepHsl cHa. Mpeg-
(TaBfieHbl [NaBbl N0 reHeTYeCkUM Gopmam
anunencun, udpdepeHuManbHo uarHoCTUKe
3MUAENCUN C APYTUMI NAPOKCU3MANbHBIMM CO-
CToAHMAMN. 3aBepLuaet 1-il TOM rnaBa no oc-
HOBHbIM MPUHLMNAM NEeYeHUs SNUnencum.

Bo 2t vacTu npefcTaBneHo AeTanbHoe onu-
CaHwe KSIMHUKM BCeX OCHOBHBIX SMMUAENTUYeCKMX
CMHAPOMOB C NOAPO6HBIM paccMoTpeHrem
3NeKTpo3HLehanorpaduueckoli KapTuHbl
MPU KaX[0i HO3010MMN 1 COBPEMEHHBIX NOAX0-
J10B K NEYEHNI0 KX [10T0 SMUNENTUYECKOro CH-
Zipoma 1 GopMbl 3nunencuu. B Tom umcne npeg-
CTaBNeHbl [AWArHoCTMYeCKue Kputepuu
3MUNenTUYeCKINX CUHAPOMOB 1 OCHOBHbIE fedu-
HULIV, BKIOYEHHbIE B HOBYI0 MexyHapoaHyto
KnaccudukaLmio anunenTuyeckux CHAPOMOB,
NPUHATYI0 MexyHapoAHOi NpOTMBOINMNENTI-
yeckoit nuroii B 2022 1. TepaneBTuyeCKme Cxembl
11 NOAX0AbI N3N10MEHDBI KaK C yYETOM MeXyHa-
POAHBIX (TaHAAPTOB 1 0630pa COBpEMEHHOIA
NUTepaTypbl, Tak U HA OCHOBE MPAKTUYeCKOro
ONbiTa aBTOPOB. ATNAC COAEPMMT 60MbLLoe Konn-
YeCTBO UANKCTPaLIi KO Bcem u3uonoruyeckim
1 NATONOMMYeCKUM 3NeKTpoIHLeGanorpaduuec-
KWM NaTTepHam 1 OCHOBHbIM SNUAeNTUYecKIM
(uHppomam. ATnac no 3MeKTPOKNUHNYECKON
AWArHOCTUKe 1 Tepanuu 3NuNencun U3paetca
B 2 TOMaXx, 370 6onee yem 10-n1eTHYIA YMOPHBIA TPYA
KONeKTVIBa aBTOPOB, OCHOBAHHbIN HA 25-NeTHeM
onbiTe paboTbl N0 NPOBEAEHII0 1 aHaNN3y BIWAEO-
3NeKTpo3HLedanorpaduueckoro MOHUTOPHHIa.
ABTOpbI JJaHHOrO aTnaca ABAAKTCA JKCNepTamu
B obnactv snunentonorun u nepsbimu B CHI
(1996 1.) NpuUMeEHMAI METOA BUAEOINEKTPOIH-
Ledanorpauueckoro MOHUTOPUHTA B KNHUYe-
CKOIN NpaKTUKe ANA ANArHOCTUKM 1 AuddepeH-
LManbHOIA AMarHOCTKM SANencum.

Kowctantu 0pbesuy Myxun — aBTop 1 co-
aBTop 6onee 500 nybnukauuit B BemywiMx

W37aHIAX, B TOM YKCre 3a pyOEXOM; NOCTOAHHDIN
YUACTHUK BCEPOCCUIACKX 1 MeXIyHAPOAHbIX
KOHQepeHLuiA N0 HeBPONOTUM 1 SMUNeNcUm.

Mpodeccop K.10. Myxux aBnaetca uneHom
peakonnernn «HypHana HeBponOrM 1 NCMXH-
aTpum», a ¢ 2006 r. CTaHOBUTCA 3aMeCcTUTeNEM
TMaBHOTO pefiakTopa u coyupeauTenem (co-
mecTHo ¢ npodeccopom A.C. MeTpyxuHbim)
«PyccKoro xypHana AeTCKOi HeBponoriu».
KypHan 6bin 3apeructpuposaH B OesepanbHoii
cnyx6e no Haa3opy B chepe (BA3N, UHPOPMa-
LIMOHHBIX TEXHOMOTUIA 11 MACCOBbIX KOMMYHMKa-
umit, A Ne OC 77-22926 ot 12 anBapa 2006 T.
«PyCCKMIA XXypHan AeTCKoil HeBPONOTUM» ABNA-
€TCA YHUKANbHBIM HayYHbIM M3JaHueM, NoceaA-
LLIEHHbIM JIETCKOIA HEBPONOTWM 1 ANUNEMTONOrUN,
He MetoLLIMM aHanoroB. MKypHan ¢ 29 aekabpa
2015 r. BXOAWT B NepeyeHb BeayLLux peLeHsu-
pYEMbIX HayuHbIX MepPUOANYECKUX U3LaHMUIA,
PeKoMeH/10BaHHbIX Bbiciuei aTTecTaunoHHol
Komuccueit AnA ny6anKaumm OCHOBHBIX Hayy-
HbIX Pe3yNbTaToB AMCCEPTALMIl HA COUCKaHMe
yueHbIX (TeneHeil KaHAMAATa U OKTopa HaykK.
TakKe XypHan BKntoueH B HayuHyto 3neKTpoHHyI0
6ubnuoteKy u Poccuiickuil MHAEKC HayuHOro Ln-
TupoBanua (cncok PUHL — ¢ 1 avBapa 2008 r.),
umeer umnakT-gaktop. CaHeapa 2017 1. «Pycckuii
YpHan JeTckoit HeBPONOTN» 3aperncTpupo-
BaH B 6a3e AaHHbIX Scopus, CTaTbl MHAEKCMPY-
H0TCA C NOMOLLbIO MAEHTUPUKATOPA LNPPOBOTO
o6bekTa (DOI).

KoHcTaHTuH l0pbeBiy MyxuH Takxe pabotan
rMaBHbIM peakToPoM Apyroro, Mo61umoro MHo-
TMMM Bpayami B pasHbix ropogax Poccum xyp-
Hana — «BecTHuKa anunenTonoruu», KOTopbiii
n3gaetca ¢ 2003 r.

MHoroneTHIA KNMHUYECKIAR ONbIT Npodecco-
pa K.l0. MyxuHa cTan ocHOBOI# AnA Co3AaHmA
CNeLNani3NpoBaHHOr0 LIeHTPa N0 OKa3aHuio
nomoLuin 6onbHbIM Snunencueii. B 2006 r. noa
pykoBogcTBOM npodeccopa K.H0. MyxuHa 6bin
OTKPLIT LieHTp AeTcKoit HeBpoOnorum 1 Snunen-
cun, a B 2010 . Hauan cgoto paboty NHcTUTyT
AeTckoi Hesponorun u snunencun (MWAH3)
um. (Batutena Jlyku. Bepywine coTpymHuKu
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WOH3 paHee pabotanu Ha Kadeape HepBHbIX
bonesHeli neguatpuyeckoro Gakynsrera PTMY
1 IMeIOT 33 Nieyami 6ONbLLOI OMbIT KNUHNYe-
CKOIA M nearornyeckoii paboTbl B yHUBEpCUATETE.
WHCTUTYT MMeeT BONbLUOI HayUHbIA MOTeHLMAN;
Cpenu COTPYAHMKOB 5 AOKTOPOB MeANLIMHCKMX
HayK, npodeccopos, MHorue cotpyaHuku UIH3
3aLUMTINN KaHANAATCKKe Ancceptaumn. CoTpya-
HUKKM VIHCTUTYTa NOCTOAHHO NOBBILLAIOT CBOIA
npodeccuoHanbHbIiA YpoBeHb, NPOXOAAT 06yue-
HWe No CBOMM HanpaBneHuam pabotbl
B Poccum 1 3a pybexom, yuacTytot B pabote
POCCUIACKIX 11 3apyOEXHbIX KOHEepeHLWiA 1 Bbl-
CTYnawT ¢ AOKNafaMM, ABAAIOTCA aBTOpami
MHOTOUMCIEHHBIX CTaTeli B BeAYLUNX HAYUHbIX
KypHanax v aBTopamin MoHorpaui.

Mpodeccop K.10. MyxuH ABRANCA HayuHbIM
pyKkoBoauTenem 11 uccnenoBaHuii, noAroTos-
NeEHHbIX K 3aLLuTe Ha COMCKaHIe yueHoii cTene-
HU KaHANaTa MeAULMHCKMX HayK, U HayYHbIM
KOHCYNbTaHTOM 2 paboT Ha CoMCKaHNe yYeHoil
CTeneHN JOKTOpa MeAULMHCKIX HayK Mo creLy-
aNbHOCTI <HEBPONOTUAY.

ToicAun GonbHbIX InUnencueid npuesKaT
8 WIH3 n3 pasHbix ropogoB u faxe cTpaH
1 NONYYaloT KBANNOULNPOBAHHYI0 MeaULMH-
CKyto nomowb. B pamkax NIH3 6binu co3paHbl
OTAeNeHIe BUAE03NEKTPOIHLedanorpaduyecko-
ro MoHuTopuHra (2006 r.), nabopatopua cHa
u3nunencum (2010r.), nabopatopus npexupypru-
Yeckoil AuarHocTukm snunencun (anpenb 2006 ).
Bce oTnenenma 1 nabopatopui ocHaLLieHbl COBpe-
MeHHbIM 0bopynoBaHiem. B cBA3u ¢ bonblumm
MOTOKOM NaLMeHTOB NOTPe6OBAN0Cb paciLnpenme
aNunenTonornyeckoro Leutpa, u B 2016 T.
B MockBe Hauan paboty MHCTUTYT AeTckoit
11 B3pocnoii Heponoryn v anunencun (MIBH3) um.
(BatuTens Jlyku, B KOTOPOM 6b1N CO34aHbI BCe
YCIOBMA A MOMOLLM He TONbKO AeTAM, HO U
B3POC/IbIM NaLMeHTaM CINUnencueit u Apyrumu
3aboneBaHNAMI HepBHOI cuctembl. B 2017 1.
ObINO NOMI0KEHO HAYaNo HOBOMY HaNPaBeHMIo
paboTbl 1 OTKPbLITO HOBOE OTAeNeHMe — LieHTp
300poBbA 1 pa3Butua (L31P) um. CBatutena

TNykn. L3UP cneumann3upyeTca Ha «kOrHUTUB-
HoIi peabunuTaLm», Tam 0Ka3bIBaeTCA NOMOLLb
nauueHTam C HapyLIeHAMI PeyeBoro 1 neu-
XMUYeCKOro pa3BIUTUA Pa3HOI CTENEHM TAXECTH,
NaLVEHTOB KOHCYNBTUPYIOT BeAyLLMe fiedeKTo-
NOTY, NCUXONOTI, HEAPONCUXONOTH, NOTONEfbI,
nevxuatpbl. OKasblBaeTcA KOMMEKCHasA pasHo-
CTOPOHHAA NOMOLLb, NPOBOAATCA Pa3BUBaIOLLMe
3aHATIA, N03BONAIOLLIME MAKCMMANbHO KOMMEH-
C(MPOBATb CYLLeCTBYIOLLE HAPYLLEHWA 1 MOBbI-
CUTb KAYeCTBO XM3HIN NALIMEHTa 1 ero cembH,
YNYYLLKTB yCIeBAeMOCTb 1 afianTaLuio 60NbHbIX
B 00LLeCTBe, rPaMOTHO peLLMTb BONPOCbI Npod-
opueHTaumnn. BaxHoil ocobeHHOCTbIO paboTbl
LI3WP aBnAI0TCA KOHCYNbTaTUBHO-NEfArornyec-
Kie KOHCUMMYMbl, BKTHOYatoLLe rpynny cnewy-
anucToB (HeBponor, ncuxuatp, noroneg, fedex-
TOnor, Heiiponcuxonor). B pamkax KoHcunnyma
BO3MOMHa MaKCUMaNbHO TOYHasA KOMMNIeKCHasA
OLieHKa YPOBHA pa3BUTUA pebeHKa 1 HapyLue-
HWii B pa3HbIX CPepax, a Takke GopmupoBaHue
rpynnoii CnewmnaniucToB NporpamMmbl 3aHATHIA
ANA ONTUMANbHOI KOMNEHCaLum CylecTBy-
H0LUMX HApYLLIEHNIA.

B 2019. 6bin0 OTKpPBITO eLLie 0fHO OTAENEHNE,
cneunanusnpylolLleeca Ha 06pa3oBaTeNbHoIl
J[eATeNbHOCTY B chepe MeauLyHbl, — 06pa3oBa-
TeNbHbIA LEEHTP MeIULMHCKIX YupexaeHuii
(OLMY) um. CBatutena Jlyku. B pamkax OLMY
MPOAO/MKAIOTCA MHOrONETHIE TPaANLMI 06pa3o-
BaTeNbHON AeATeNbHOCTM, KoTopble bepyT Ha-
yano ¢ coznaHua OYB Ha Kadeppe HepBHbIX
6one3neii PTMY 6onee 20 net Ha3ag. B HacTos-
LLiee Bpems NPOBOAATCA KYPCbl TeMATUYeCKOro
yCOBEpLLUEHCTBOBAHMA N0 ANUNENTONOTUH, KNK-
HIYeCKO 3neKTpo3HLepanorpadum C ocHoBamu
BIA€03NeKTPOIHLEdanorpaduueckoro MoHuTo-
pUHra, CepTUGUKALMOHHBIIA KypC N0 HEBPONOTHN,
MHOTOUMCIEHHbIE KOHdEepeHLMn, BebuHapbI,
B TOM YiCNie MOCBALLEHHbIE NPeXUPYPrityeckoit
AMarHoCTUKe SMUNeNCUi 1 reHeTUYECKIUM 0CHO-
BaM 3NUNEncun, Kypebl NeKLMid N0 pasauyHoi
Temartuke, BKNIOYaA ayTUCTUYECKUe paccTpoli-
(TBa (ayTM3M PaccMaTPUBALTCA C pa3HbIX TOUEK

3peHuA: HeBpONora, anekTpodusnonora, ncu-
X1aTPa, INUNENTONOrA, FeHETUKa), AndepeHum-
aNbHYH0 NArHOCTUKY W leYeHue runepKuHe3oB,
METOAibl HelipOBY3yaNnu3aLm B SMANENTONOMM,
11 YHUKANbHBIIA KypC, MOCBALLEHHDII CHY 1 3Mu-
nencun (0cobeHHOCTI KapTUHbI 3NeKTPO3HLeda-
NOrpaMMbl BO CHe, OTAYME HOPMbI M NAaTONOMNK,
AnddepeHumManbHbIA AUarHo3 NUNENTUYECKUX
MPUCTYNOB 11 HapyLLeHWN CHa). 3a nocneaHue
rofbl B 06pasoBatesbHbIx nporpammax OLMY
yuactsyet 6onee 200 Bpayeli B rog.

Mo mepe OTKPbITUA HOBbIX MOAPA3AeNeHUiA
6bino chopmupoBaHo 06besnHeHne MeANLINH-
CKUX yUpeXAeHuii N0 ANarHoCTUKe, NeveHmio
1 peabunutawii 3aboneBanmii HepBHOI CUCTe-
Mbl 1 3nunencun um. (Batutena Jlyku, coctos-
Luee B HacToALLee BpeMa 113 4 Nofpa3aenermii
(MAH3 um. Ceatutena fyki, UOBHI um. CBau-
tena Jlyku, U3UP um. CBatutens lykum, OLIMY
um. Catutena Jlyku).

Mpodeccop MyxuH 6611 Hay4YHbIM PYKOBOAK-
Tenem 06bepuHeHua um. (eatutens Jyku.
06benHeHne MeANLMHCKIX YUPEKAEHMI M.
(Batutens Jlykin nog HayuHbIM PYKOBOACTBOM
npodeccopa K.10. MyxuHa 3aHuMmaeTca guarHo-
CTUKOIA 1 NleyeHnem 3aboneBaHmil HepBHOIA Ci-
CTeMbI Y fleTeii U B3pOC/IbIX, CeLuaniu3npyeTca
B 06MacTu NeyeHma INunencun y MnageHLes,
JeTeii 1 B3pOCNbIX. 3a NOCeHUe Fodbl B OTAe-
nexuax 06beauHeHna um. (eatutena Jlyku no-
NYYaIoT BbICOKOKBANUGULIMPOBAHHYIO 11 CneLu-
an13MpoBaHHYH MeAMLIMHCKYI0 NoMOLLb Gonee
10 TbiC. naumMeHTOB B rof, NpoBoauTca bonee
7—8 TbIC. CCNeI0BaHMNIA BUAEOINEKTPOIHLEpA-
NorpaduyecKkoro MOHUTOPUHI B FOf,.

KoHcTaHTuH 0pbeBiy MyxuH He Tonbko bne-
CTALYNIA NEKTOP M TaNaHTNBbIA OpraHn3aTop
HayuHoii pabotbl H3, Ho 1 Bpay Bbicovalile-
ro NPOYeccMoHaNbHOro YPoBHA, «Bpay ¢ 60/b-
Lol byKBbl». [My6oKIe 3HAHUA, MHOTONETHUI
NpaKTUYeCKuil ONbIT, BafieHue CambiMm COBpe-
MEHHBIMI METOf}AMI INArHOCTUKIA U IeYeHns,
a TaKxe BeMKONenHoe 3HaHue N NOHNMaHKe
yenoBeKa, BCeX TOHKOCTEN NCUX0N0rYeCKinX
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IIETCKOM
HEBPOAOT UM

acneKToB 60NE3HM MO3BONUAM eMy NOMOYb
TbICAYAM CTPAZAOLLIMX TIH0ZeN, YIyuLLITb Kaue-
CTBO KU3HW UX CEMEIA 1 BO MHOTUX CyyasX —
J00OUTbCA UcLeneHna ot bonesHu.
OTnnunTensHbiMin yeptami KoHCTaHTUHA
lOpbeBrya ABNANMCL He TONbKO BbICOYAILLIMIA
npogeccioHanu3m 1 pabotocnocobHoCTb, NocTo-
AHHOE CTPEMIIEHHE K COBEPLUIEHCTBOBAHMUHO (BO-
€ro BpauebHOro MacTepcTBa, BHUMaTeNbHeidlLee
OTHOLLIEHHeE K 60/IbHbIM, HO 1 IpeKpacHble Yeno-
Beueckue KauecTsa. bnuskue nioan, konneru,
YUUTENA M YYEHUKN, NALMeHTbI — BCe HenpecTaH-
HO uyBCTBOBaMN 3a60Ty KoHcTaHTUHa 0pbeBiya,
€0 MCKpeHHee yuacTuie B UX KU3HH, JeATeNbHyH
MOMOLLb 1 MOAAEPXKKY. [InA Bcex, KTo ero oKpy-
an, npoeccop K.K0. MyxuH cTaHoBunca crumy-
JIOM K IOCTOAHHOMY ABIKEHMIO Bniepes.
(Boumm yuntenamu npodeccop Myxun cun-
Tan akagemuka J1.0. baganaxa, npodeccopa
1.A. Temuna, npodpeccopa A.C. MeTpyxuHa, aka-
aemuka B.A. Kapnosa, npodeccopa Mutepa

Bonbda, fokTopa XaHca XonbTxay3eHa 1 XaHca-
Jpuka benurka (fepmaHua). LieHHbIMM yenoBe-
YecKUMI 1 BYXOBHbIMU KauecTBaMu KoHcTaH-
TUHa [OpbeBuya 6binu orpomHas 3abota,
yBaXeHue W NojjepXKa No OTHOLIEeHUIO
KO BCEM, KOrO OH CYMTan CBOUM yyuTenem.
I, 6e3ycnosHo, npodeccop K.10. MyxuH 6bin
BOCTOMHBIM YYEHNKOM CBOMX yuuTeneil.

Jlo nocnegHux aHeii KoxctaHTuH H0pbeBny
0CTaBaNcA npefaHHbIM (BOEMY iefTy, yuacTByA
B MOATOTOBKE K U3AaHNI0 QyHAAMEHTabHOMO
TPyAa BCeli (BOei NPodeCCOHANBHOI XKU3HN —
aTnaca NEKTPOKAMHUYECKOH AUArHOCTUKI
3NUNencun, KOTopblii 66 NONHOCTbIO omy6 K-
KoBaH oceHblo 2024 . Ero Tpynontobue, npodec-
CMOHaNN3M 1 NpeSiaHHOCTb HayKe BAOXHOBAAN
KONer 1 yYeHUKoB.

KoHctanTuH I0pbeBuy MyxuH HaBcerga ocTa-
HETCA B HaLLel NamATY KaK BbIAIoOLMiACA yue-
Hblif, TaNAHTAMBBIN NESATOT U YeOBEK BbICOKUX
JYXOBHbIX M HPABCTBEHHbIX KaueCTB, UbA XU3Hb

6bina NoCBALIEHA NOMOLLM O0MIbHBIM AETAM
1 Pa3BUTII MEAULIMHDI.

OTeuecTBEHHaA ANUNENTONOTUA AULLIUNACH
O[HOrO 13 OCHOBATENE, BEAYLLEro CreLuanicTa
1 yueHoro. ToicAun 6ONbHBIX NOTEPANM CBOETO
Bpaya, KOTOPOMY OHI JOBEPANN JEUeHUe TAxe-
N0r0 XPOHUYecKoro 3aboneBanma pebeHka, nu-
WWnCb Cneumnanucta, bnarogapa becueHHomy
OMbITY 11 BbICOKIM YeN0BEUECKUM KauecTBaM
KOTOPOro 60/bLUNHCTBO NALIMEHTOR MO XMTb
MaKCUMaNbHO MOMHOLEHHON KU3HbIO, UMETb
BbICOKOE KauecTBO XM3HM, MofyuaTb 06pa3oBa-
Hite, Peann30BbIBaTbCA B NPOPECcUH, C03AaBaTb
cyactnmBble cembit. KoHCTaHTUH H0pbeBuY 6Gbin
ANA 3TUX Cemeit GonbLue Yem MPOCTO XOPOLLMM
BPAUOM — NALMEHTbI 1 X POAUTENM CYUTANM €50
6NM3KIM YenoBeKoM A (Boeli ceMbit. Hespo-
110rM, SMUNENTONOMM, CNELMANNCTbI MO INEKTPO-
SHuedanorpadum notepAnn yuuTensa, Kaxaas
NeKLA KOTOpOro Bbina yHUKaNbHON 1 cofjepana
(amble HOBble CBEZIeHNA N0 U3yyaemoli Teme.

(Betnas namatb 0 KoHcTaHTUHE |'0prBI/I‘Ie HaBcerfa CoOXpaHUTCA B cepaLax ero Kojuier, y4eHUKoB
N BCEX, KOMY NOCYaCT/INBMNOCH C HUM paGOTaTb.

Mpowanue coctoutca 16 auBapa 2025 r. B 11:00 B xpame KazaHckoil MKOHbI boxueit matepu

B AiepeBHe "y‘-IKOBO.

Compydnuku 06vedureHus um. Ceamumens Jlyku,

YjleHsl peoKose2u «Pyccko20 XypHana 0emckoli Heaposo2uu», Koseau, CompyoHUKU,

YueHuKu, nayuesmel, 4JieHbl (eMbl
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