TpyaHocTtu
ANarHoCTUKM

KOrHUTUBHbIN

nopTpet

Cunapom
AnbnopTa

C reHomom
M0 XXU3HU

2

¥,

1K
sl

BecnnatHas nognucka Ha razety http://abvpress.ru/registration

3 4

8

www.medvedomosti.media/pediatry/

ATPUA

CMNEUMAANIVIPOBAHHASI TASETA
AN TIEANATPOB

Ne 3 (22) 2022

HAYYHO-
WUCCJIEAOBATENIbCKOMY
KIIMHUYECKOMY
WHCTUTYTY
NEAWATPUA — 95 JIET!

cTp. 10

&

4y ¥
L A\“

OT PEOAKLIN

AnekcaHap
[puropbesuy
PYMAHLIEB

[A.M.H., akageMnk PAH, Hay4HbI pykoBOaUTENb
DBIY «<HMWLL getckon rematonorum,

OHKOMOTMWN Y UMMYHOIOrMM UMeHV OMuTpust
Porayesa», MockBa

YBaxkaeMble Kosuieru!

B 2023 rogy HaM IIpeACTOUT IIePexof,
K MacCOBOMY HeOHAaTaJIbHOMY CKPH-
HuHry (HC) Ha 36 HaJIe[ICTBeHHBIX 3a-
60JIeBaHUN. DTO MO3BOJIUT €3KETOTHO
crracaTh He MeHee 3000 feTel IPOTUB
350-500, COXpaHABIINX KU3HU 0JIar0-
Jlaps nposogusIreMycs ¢ 2006 roxa HC
Ha 5 3a0osieBaHUY ((eHUIKETOHYPYA,
MYKOBUCITUZI03, BPOXKAEHHbBIN TUIIOTU-
peo3, aipeHOreHUTAJIbHBIN CUHJPOM,
rajiakrosemus). [IoTHEIE HcCIenoBa-
HUA PaCIPOCTPAHEHHOCTH 0OMEHHBIX
3aboeBaHUI B 8 cy0ObekTax PO mo3eo-
JIAIOT BBIABJIATH METOLOM MacC-CIIeK-
TpoMeTpUH He MeHee 1000 feTeit, Hy»-
JAIOIIUXCS B TEPAIIUY U HAOIIOeHUU
y IeJuaTpoOB U KIMHUYEeCKUX reHeTu-
KOB. CkpuHUHT Ha CMA 1 uMMyHOze-
¢unute! ¢ momomeio [P momoxxeTt
CHU3UTH Ha JOKJINHUYECKOM YpOBHe
CMEepPTHOCTh MJIaJIeHIIeB C TeHeTuYe-
cKuM guarHosomMm CMA 3a cyeT reHHOH
Tepanuu (OHACEMHOTeH a0eIapBOBEK)
u TI'CK y peteii ¢ T-Ki1eTo4HOI TUMPO-
IIUTOIIeHUET.

ITo JaHHBIM HNIIOTHBIX UCCIIeTOBAHMM,
GOJIBIYIO YACTh TPYIIIIBI PUCKA COCTAB-
JIAIOT JeTu ¢ T-Ki1eTouyHoH U B-KieTod-
HOU nuTONeHUen. I HUX HY>KHO
paspaboTaTh WITOPUTM IIOCTHATAIb-
HOU JMarHOCTUKHY, BKJIIOYAIOIIUH I10-
BTOPHBIN IOCTHATAIbHBIN CKPUHUHT
Ha [I]l, mpoTOYHYI0 ITUTOMETPHIO, TeHe-
TUYecKylo IaHens Ha [TV]] i, B KpaliHeM
CJIy4ae, IIOJTHOTeHOMHOE CeKBEeHUPOBa-
HUe. DTU UCCIeIOBaHUA BhIITOTHAIOTCS
B CIIeIIaIM3UPOBAHHBIX (pe/lepaTbHbIX
YUIpeXIeHUAX.

HopMaTuBHBIe JOKyMeHTBI 110 PACIIU-
peHHOMY HC noAroToBseHsl. 21 anpesnsa
2022 ropa uspaH npukas N 2741 Mus-
3apaBa P® (3aperucrpupoBaH B MuH-
1ocTe 13.06.2022). B HeM onpezeneHbl
Me)XperruoHaJabHbIe LIeHTPhI JUarHo-
CTUKU TeHeTHUYeCKUX 3a00IeBaHuN
U pedepeHC-IIeHTPHI IT0 HO30JIOTUAM.
Ciremyromuii aTan TpeGyeT I0JrOTOB-
KU NTOPAAKOB IIOCTHATAJIILHON AMarHO-
CTUKH, JIe4eHUA U AUCIIAaHCEePHOTO Ha-
OJIIoZeHA feTel U3 TPYIII PUCKA B IIep-
BUYHOMU U CIIeNVAIN3UPOBAHHOM ITefu-
aTPUYECKOU CIIy>KOe CTPaHBbL.

[PYTITTA PNCKA

JleroyHasi runepTeH3nsa y aeTeun:
nyTn peweHusa npoodnemsbli

Jlero4Hasi runepteH3us (J1IN) — Tsxernoe, XpOHNHYECKOoe JIero4Ho-cepaeyHoe 3abosieBaHne
C He6/1arornpuATHbIM MPOrHO30M, NMPUBOASLLEE K MHBAaJIMAN3aLUNN N COKPAaLLEHUIO Mpo-
HOIDKNTENIbHOCTN XN3HN pebeHka B 100 % crny4aeB. [poannTs ee MOXHO C MOMOLLbIO
npasusibHOW ANarHOCTUKU U COBPEMEHHOU Teparuu.

WpuHa
MwuxannosHa
MMKNALLEBWY

K.M.H., 3aB. IETCKUM Kapavonornyeckum oTaeneHun-
eM Hay4Ho-1cecnenoBaTenbCKoro KIMHUYECKoro
MHCTUTYTa neguatpum uM. akag. t0.E. Benbtuiesa
dre0Y BO «PHUMY wm. H.W. Muporosa MuHagpa-
sa Poccum»

NEAUATPY HA 3AMETKY

B oTcyTcTBHE CBOEBPEMEHHOTO U aZleKBaT-
HOTO aTOreHeTUYeCKOro JIeYeHUs CPeHAA
TIIPOAOJDKUTEIBHOCTD KU3HU He IIPEeBBI-
11aeT OJHOTO Irojia, a MATWIETHAA BbLKUBA-
€MOCTb TaKUX OOJTBHBIX — OKOJIO 30 %.
[To raHHBIM MeXAYHAPOAHBIX PETUCTPOB
JIT, mpu TpaBWILHOU IUATHOCTUKeE, aJIeK-
BaTHOU CBOeBPEeMEHHOU Tepaluy U pery-
JIIDHOM MOHUTOPHWHIE B YCIOBUAX CICLIU-
UIN3WPOBAHHBIX LEHTPOB IMATUIETHAA
BBDKUBAEeMOCTb MOXKeT JOCTUraTh 70-80 %,
OJHAKO CMEPTHOCTL BCe eIlle OCTaeTCsd
Ccepbe3HOU MPOOIeMOT.

Knuandeckasa xkiaaccuuKanua BKIIIO-
YyaeT IATh OCHOBHBIX Ipym JII, o6beuHs-
eMbIX OOIIVMHU ITaTOMOP(OIOTTIeCKUMU,
reMOAVHAMUA4e€CKAMU, KIMHUYECKUMU

NIPU3HAKaMM Y, COOTBETCTBEHHO, O0IIeit

cTpareruei Tepanuu:

e JII, BKIIOYAA JIETOYHYIO apTepUATIbHYIO
runepreHsuio (JIAD);

e JII, acCOIMMPOBAaHHYIO C 3a60JIeBaHMA-
MM JIeBBIX KaMep CcepAlia;

e JIT ipu 3a00/IeBAHUAX JIETKUX;

e JI, CBA3AHHYIO C OGCTPYKITVEH Jieroy-
HBIX apTepuil;

* Tpynmy KOMOPOWIHBIX 3a60JIeBaHUI,
aCCOIMMPOBAHHBIX CO CJIOKHBIMU MHO-
roaKTOPHBIMU MeXaHu3MaMu (popmu-
posanusa JII.

TUBJIEHU U HapylleHueM JIeTOYHOH mep-
¢dysuun. YBeruueHue IOCTHATPY3KU U U30bI-
TOYHOe HalpsKeHUe MUOKap/a IPUBOIAT
K HapyIIeHUI0 OMOYHepreTUKU KapJuo-
MUOITUTOB, 3aITyCKas IeIbIA KaCKaJ Helpo-
TOPMOHAJILHBIX, OMOXUMUYECKUX U UMMY-
HOJIOTMYECKIX PeaKIi PeMOIeTPOBAHILA
CepAeIHON MBIIIITBL.

OCHOBHBIe KJINHUYeCKHe IPOABIeHUA
(YyTOMJI1€MOCTb, OABINIKA IIPU (GU3UIECKON
HarpysKe U Kaleis) 00yCJIOBJIeHbI CHIDKe-
HUeM JIETOYHOH Nepdy3uu, HU3KUM cepJiey-

PacnpocTtpaHeHHocTb J1IT (Ha MUNMOH OeTen) BapbUpyeT
oT 20—40 cny4aes B EBpone go 25,7-32,6 — B CLLA.
Anunpgemmonorusa JIIN B P® Hen3BecTHa

OCHOBHBIM IaTOMOP(POJOTNIYECKUM
npoasieHueM JII' CIyKUT J1ero9Has BacKy-
JIOIIATHUA B BUZIe KOHIIEHTPUYeCKOTO peMo-
JleJINPOBAaHNA JIETOYHBIX COCYZIOB BIUIOTh
JIO X TIOJTHOY OOIUTepariiy, CTOMKOM I1aTo-
JIOTUYeCKON Ba30KOHCTPUKIIUY C popMU-
poBaHUeM IUIeKCU(POPMHBIX U3MeHeHUM!
U IIpUCcOoefVHeHNeM IepUBACKYIAPHbBIX
BOCIIUIUTENBHBIX peakKuil. CTpyKTypHbIe
U3MeHeHU JIeTOYHOM COCYAVCTON CTeHKU
COIIPOBOXJAITCA QYHKIMOHATbHBIMU
HapyIlIeHUAMU: IPOrPeCcCUPYIOIIM I10BbI-
IIeHueM JIETOYHOT'O0 COCYAVCTOTO COIIPO-

go4ka B cuctony n gnacrtony

PacueTHoe cuctonnyeckoe fasrieHne B 1ero4HOM apTepum o rpagueHTy
TPUKyCrivgasabHou peryprutaymy ¢ y4eToM JaB/ieHus
B ripasom nipegcepamy = 102 MM pT. CT.

PucyHok 1. Pe6eHok, 10 net. Oxokapanorpadunyeckme npuaHakm nero4Hom
rMNEepPTEH3UN: BblpaXeHHAaA 3KCLEHTPMYHAasa runepTpoduma npaBoro xenynoy-
Ka; gunartaumsa npaesoro npepcepama. Komnpeccusa, D-cpopma nesoro xeny-

HBIM BBIGPOCOM U KpaifHe HeCITeITi(pIIHEIL.
DTO BelleT K MO3AHEN JUATHOCTUKE yiKe
Ha Pa3BePHYTOU CTafauu 3a00IeBaHUsA, KOT-
JIa TIOSIBJIAIOTCS IIPOTPECCUPYIONIAs ObIIII-
Ka, 0OMOPOKY, KPOBOXapKaHbe, remaTo-
CIUIeHOMeTanus, nepudepudecKre OTeKu,
aCIIUT, TUAPOTOPAKC, APUTMUML.

OCHOBHBIMY IPUYMHAMHY r'u6ery peGeH-
Ka c JI' ABIAI0TCA TeKOMITeH Al 1Ipa-
BOXKeJIy/IOYKOBOM HEeJOCTATOYHOCTH,
JIETOYHBIHM KPU3, JIETOYHOE KPOBOTEeUeHHe,
Ts>KeJIble HapyIIeH!: CepeYHOrO PUTMA
¥ IIPOBOJVIMOCTH.

NEPBUYHOE OBCJIEAOBAHUE

ITpu mogo3penuy Ha JII' HeOOXOAMMO IIPO-

BeCTH:

® BCECTOPOHHIOIO OIIeHKY MeAMIIMHCKOIO
aHaMHes3a, B TOM YHCJIe CeMeHOro;

® OIIeHKYy Kalo0 peGeHKa U POJUTEIelt;

¢ (usukaTbHOE 00CIEIOBAHUE;

® CTaHAAPTHYIO 3JIeKTpoKapauorpaduio
(DKT);

® TPAaHCTOPAKAIbHYIO 3XOKapauorpaduio
(9x0oKI') u peHTtreHorpaduio TIpygHOU
KJIETKU.

OxoKT 1o rmpotokosty JII'— 0OCHOBHOM METOf
CKPUHUVHTA U AUHAMUYECKOTO HaGJIIofe-
HUA 33 TedeHUeM 3a0oseBaHusA (puc. 1).

IIpodonncerue Ha cmp. 2 |
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[PYTTIA PUCKA

JleroyHasi runepTeH3us y AeTen:
nyTW peLueHns NpoéneMbl

ITpodanncerue, Hauano Ha cmp. 1

DTO UCCTeioBaHMe HesaMeINTeIbHO IIPo-
BOZIVITCSA IIPY OABJIEHUH XKI00 Ha IIporpec-
CHPYIOIIYIO OJBIIIKY, CHUKeHUH TOJIePaHT-
HOCTHU K (pU34eCcKoN Harpyske, CUHKOIIe
HeyCTAaHOBJIEHHOTO reHe3a, perucTpanuu
kpurepues JII' Ha DKI. IIpu 3TOM 30710TBIM
CTaHJApTOM JAMArHOCTUKU ABJIAIOTCA JaH-
Hble MHBA3WBHOU OLIEHKM I1apaMeTPOB
TeMOIVHAMUKU.

B 3aBUCHMOCTH OT YPOBHA NOPaXKeHU JIe-
TOYHOTO COCYAUCTOrO Pycia BbIJEIIAIOT IIpe-
KallWULAPHYIO, IOCTKAMWIULAPHYIO U KOM-
6uHMpoBaHHbIe Ghopmbl JII' (puc. 2).

To4HOe ycTaHOBJIeHNe KIMHUIeCKOTO KIac-
ca JIT TpeGyeT OOGIINPHOIO JUATHOCTHIYE-
CKOTO ITOVICKA C IIPOBeZieHreM J1abopaTop-
HBIX TeCTOB U UCCIENOBAaHUM, B TOM YUCIIe
HeOoOXOAVMBI:

® ollpefereHre YPOBHA MO3TOBOTO HaTpUL-
YPeTU4eCcKOro MeNnTuaa;

® MIBTUCIUPATIbHAA KOMIIBIOTEpHAS TO-
Morpadusa — aHruorpaduA Jerkux;

® BEHTWIAIMOHHO-TIepQY3UOHHAA CIIVH-
TUrpadud JerKkux;

® MarHUTHO-pe30HaHCHadA ToMmorpadu-
CepALla C KOHTPACTHBIM YCIICHHUEM;

e ompegenenue GyHKIUY JIETKUX C O01U-
IIeTusMorpacduell u oneHKoM ux gud-
(y3MOHHOI CITOCOOHOCTH;

® MarHOCTUKA QYHKIVU [IeYCHHU;

® CKPHUHUHI Ha CUCTeMHBbIe 3a00/IeBaHUA
CoefIMHUTeNIbHON TKaHU, BUY-mHpek-
LIMIO, TAPasUTapHYIO UHBA3UIO U JIP.

CUMIITOMOB JI0 YCTaHOBJIE€HUS AUAarHosa
TIPOXOAUT OKOJIO IBYX JIeT. B TedueHUe 3TOro
BpeMeHH 3a0ojieBaHUe IIPOTPeCcCUpyeT.
IToCKOIBKY OHO pefikoe U y CIIeIIuaIrCTOB
HeT OIbITa B er0 paclio3HaBaHUU, YaCTh
MaIUeHTOB JJINTEJILHO U (6e3yCIeIrHo
HaOJII0aeTCA C AUATHO3aMU «OPOHXUAIb-
HadA acTMa», NWIENcus» U Ap. Hekoropsie
U3 HUX He JJOKUBAIOT JI0 IPM)KU3HEHHO!
TIPABWIBHOU AVAarHOCTUKM.

CpezHee jaBjieHUe B JIETOYHOU apTe-
puu — Gostee 20 MM PT. CT., OIIpeZeis-
eMoe y JJOHOIIeHHBIX JleTel cTaplie
TPpex MeCALleB )KU3HU IIPY KaTeTepr3a-
LMY TIOJIOCTeH cepatia

Bce meTtu c mpeprionaraeMbIM WIH yxKe
YCTaHOBJIEHHBIM AXarHo3oM JII' [OomKHbBI
IIPOXOAUTDh OOC/IeJOBaHYE C ITOCIEeNYIO-
UM HaOJIIo/leHeM B CIeIuaIN3ipOBaH-
HOM LeHTpe JII' 1Ipy yyacThy MyJIBTULYIC-
IUIUIMHAPHON KOMaH/[bI CIIeIUaINCTOB,
VIMEIOIIUX OIBIT PabOTHI C 3TON CJIOKHOM
TPYTIIOH ManyieHToB. [Ipy IpaBUILHOM opra-
HU3aluM IIpollecca OKasaHUA IOMOINU
getaMm c JII' mpenMyiecTBa UMEIOT MHO-
ronpodibHbIe, a He Y3KOCIIeINaIu3upo-
BaHHbIe KJIIMHUKY. B KOMaH/y JO/DKHBI BXO-

< < < <

TenbHbIN KpUTEPUi

< < < <

TeNbHbINA KpUTEPUN

< < < <

TENbHbIN KpUTEPUIA

MNPEKAMUITNAPHAA NNEFTOYHAA TMMNEPTEH3UA

CpegHee faBrneHve B Nlero4Hon aptepum coctaenseT > 20 MM pT. CT.
[aBneHve 3aknMHMBaHUS Nero4yHon aptepum < 15 MM pT. CT.

MHpekc nero4yHoro cocygmucToro conpotuenenus > 3 Ea. Byna/m?
[nacTonuyeckunii TpaHcnybMOHaIbHbIA rpagueHT > 7 MM pT. CT. — [OMOJHU-

N30JIMPOBAHHAA MOCTKAMUITNAPHAA JIEFTOYHAA TMMNEPTEH3UA

CpefHee faBreHne B NEro4HoOnN aptepumn coctasngeT > 20 MM pT. CT.
[laBneHve 3aKNMHMBaHUA NEro4HoOM apTepum > 15 MM pT. CT.

MHpekc nero4Horo cocyamcToro conpotueneHuns < 3 En. Byna/m?2
[unacTonuyeckunii TpaHCcnyIbMOHabHbIA FPAQUEHT < 7 MM PT. CT. — AOMNOSHU-

KOMBUHMUPOBAHHASA MNPE- N MOCTKAMUINAPHAA
JIEFTOYHAA TMNEPTEH3NA
CpefHee gaBneHve B NIErOYHONM apTepun cocTaensaeT > 20 MM pT. CT.
[asneHve 3aknuHMBaHUA nero4YHon aptepum > 15 MM pT. CT.
MHpeKc nero4Horo cocygucToro conpotmenenus > 3 En. Byna/m?
[unacTonn4eckunii TpaHCnybMOHANbHbIA FPAUEHT > 7 MM PT. CT. — LOMOJHW-

PucyHok 2. lemognHamu4eckas knaccumkauus nero4Hom runepTeHsun y getemn

BaxHo¥ 4yacTeio guaroctuku JII' aBiia-
eTcA olpefeneHre QYHKIMOHAIBHOTO
kinacca (OK) pebGenka. I[Ipu aTOM B Kaue-
CTBe KpUTepUeB JUATHOCTUKU UCIIOIb3Y-
eTcs He TOJIBKO KINHNYeCKas CUMIITOMA-
TUKa Opu QU3NYeCKUX HArpysKax, HO
¥ TEMIIBI €T0 POCTA U pa3puTus. s 6osee
00BEKTUBHOMU OIeHKU (QYHKIIMOHATBHBIX
CIIocoOHOCTeN pebeHKa IMIPOBOAAT TECT
ITeCTUMUHYTHON XOABOBI ¥ KapJUOITyJIb-
MOHAQJIBHBIM TeCT.

PaHHAA fUarHoCTUKA U CBO€BpE€MEHHAA,
AJE€KBATHAA TAXKECTU KOM6I/IHI/IPOBaHHaﬂ
Tepannda — OCHOBHbIE (baKTOpBI, Jamoniye
HaAeXy Ha BBIXDKUBA€MOCTb TAKUX 00JIB-
HbIX. B cpegHeM C IIOABJIEHUA IIE€PBBIX

JUTH CIIEITUAIVCTDI C OIIBITOM W 3HAHUAMMU
B obJIacTu JAVUATHOCTUKH U JICUECHUA JIT, IIpo-
meamne CrienuaIibHyI0 IIOATOTOBKY.

CTPATEIrnd TEPANMNNA

BHe 3aBHCUMOCTH OT STHOJIOTHM JIeUeHIe
JIT HampaBJIeHO Ha O0JIerYeHre CUMIITO-
MOB, yJIy4IlleHre KavyeCTBa XU3HU OOJIb-
HBIX, IIpeAyIpex/ieHre IporpeccupoBa-
HHUA 3a00JIeBaHMA, HACKOJILKO 3TO BO3-
MO>KHO, U yBeJIMYeHUEe IIPOAODKUTENIbHO-
CTH KU3HU. AJITOPUTM JIe4eOHONM TAKTUKU
B oTHomeHuu JIAT y meTeil ipeicTaBisgeT
o601 KOMIUTEKCHYIO cTpaTeruio. OnieHKe
ToJJIeKaT:

® TKECTh U MPOTHO3 3a60/IeBaHUS B Ka-

JKJIOM KOHKPeTHOM CJIy4ae;

¢ 5((PeKTUBHOCTh Pa3TUYHBIX JieKap-
CTBEHHBIX CPEACTB U UX B3aUMOZEH-
CTBUSA IIPY BO3MOXKHBIX KOMOMHAIIUX;
® JleKapCTBEHHOe B3aVMOJEMCTBUe C CO-
IyTCTBYIOIIVIMU IIpeniapaTaMu (puc. 3).

OTHOCUTEHHO HEeZABHO B KIIMHUYIECKYIO
MIPAKTUKY BOIILIA HOBBIE XUPypPrudecKue
¥ UHTEePBEHIIMOHHbIE METOAbI IA/LTUATUB-
HOTO JIeUeHUs IeTeH ¢ Tskeson JIAT, BKiTio-
Yas aTPUOCENTOCTOMUIO M aHacToMo3 [1oT-
Tca, IO3BOJIAIOIINE CHUSUTh U30BITOYHOE
JlaBJIeHUEe B IIPAaBOM JKeJIyJJOYKe, YMeHb-
ITUTH KOMITPECCUIO, VIYUIITUTh PeIaKCAITHIO
JIEBOTO JKEJIYJJOYKA U YBEJIMYUTD CUCTEM-
HBII BBIGPOC.

Bb160op TakTuKM Jeuenus JII' y gereit 00y-
CJIOBJIEH ee TeMOJUHAMUYeCKUM TUIIOM
U KJIMHUYEeCKUM KJIACCOM, pe3yJIbTaTaMH
cTpaTudUKaluy PUCKA (HUSKUU, IpOMe-
JKYTOYHBIN, BBICOKM), BKJIIOYAsA Pe3yiib-
TaThbl TeCTa Ha Ba30PeaKTUBHOCTD, a TaK-
’Ke OTBeTOM Ha paHee IIPOBOAUMYIO Te-
panwuio.

JocTrkeHYe IIOOTBHBIX LieIef TepaIu

JIT y KOHKPeTHOTO MaIlleHTa TpebyeT, KaK

IIPaBUJIO, KOMOMHAIINY TAKTHYECKUX pellle-

HUU U BKJIIOYaeT:

e 0oO0Iye MepOIPUATHUS;

e Toffep;KaHue (PYHKIIY IIPaBOTO »KeJly-
JIOUKa,;

® Tepaluio CepleYHON HeloCTaTOYHOCTY;

* TPOIIAKTUKY U JIedeHe TPOMO030B;

® OKCUTeHOTepaIluio;

® KOPPEKLMIO Je(pUIIUTA XKeyesa;

e TapreTHyio Tepanuio JIAT (mozaBieHue
TAaTOJIOTUYeCKOM Ba30KOHCTPUKIINU
U CAep;KrBaHMe CTPYKTYPHOIO peMofie-
JINPOBAHUS JIETOYHBIX COCY/OB),

® JledeHVe OCHOBHOIO 3a00JIeBaHMA (B CIIy-
Yae acCOIMUPOBAHHBIX popm);

* xupyprudeckoe jgederue JII.

OBLUWME PEKOMEHOALMA

st Bcex metett ¢ JIAT paspaboTaHbI o61ye

PeKoMeHZAnuM, COOII0eHe KOTOPhIX

MO3BOJIIET YMEHBIIUTh PUCK GBICTPOTO

MPOTPeCCUPOBAHYSA 3200 BaHUS:

® orpaHumyeHUe PU3MIECKUX HArPy30K;

* TpodIUIAKTHKA NH(EKIIMOHHBIX 3a60i1e-
BaHMUII;

® CBOeBpeMeHHOe JiedeHre O0JIeBOro CHH-
JIPOMa, CHHIPOMA THIIEePBO30YANMOCTH,
THUIEePTEPMIY, TUIIOBOJIEMUY, IEKTPO-
JIUTHBIX Y META0O0IMYECKUX HAPYIIIeHUIA;

* IpemynpexaeHrie OepeMeHHOCTH V Jie-
BOYEK-TIOIPOCTKOB.

CNEUNPUYHECKASA TEPANUA NAT
CoBpemenHnas JIAI-cnerupuyeckad Tepa-
1A BO3/IeMCTBYeT Ha TPU OCHOBHBIX 3B€Ha
IaToreHe3a 3TOTrO 3a00JIeBaHUsA, B OCHOBE
KaXKI0r0 U3 KOTOPBIX JIEKUT SHAOTEINAb-
HadA JUCcPYHKIOYA, BKIOYasd IIyTU SHIOTe-
JIMHA, OKCH/IA a30Ta[/IUKINIECKOTo I'yaHO-
3uHMoHOdocdaTa U MPOCTALUKINHA.
CerofHA B pacIoOpsXKeHUU Bpadeil ecThb
IIATH TPYIII IIPeIapaToB MaToreHeTU4eCKOn
Tepanuu JII:
1. aHTarOHUCTHI PelelITOPOB SHAOTEINHA
(APD) (6o3eHTaH, aMOpU3€eHTaH, Mally-
TeHTaH);

2. mpemapaThl BJIUAKIINE Ha NOyTh
NO-unI'M®, BrII04ast OKCUJT a30Ta, UHIU-
6uTopsl pochomuscTepassl 5-T0 TUIIA
(n®5) (cunmenadwi, Taganapwi);
® CTUMYJIATOP PAacTBOPUMOM TyaHWIAT-
IIUKJIa3bl PUOLIUTYAT;

® CUHTeTUYECKHEe aHAJIOTH SHIOTeHHOIO
IPOCTAIIUKJIVHA (STIOIIPOCTEHOI, WUJIO-
IIPOCT, TPEIIPOCTUHWI, 6€parpocr),

© ATOHUCT PelleNITOPOB MPOCTAIUKINHA
CeJIeKCUIIAT.

B Poccuu 7151 MCIIONIB30BaHUsA Y GOIBHBIX
¢ JIAT 3aperucTpUpOBaHbI CeMb IIpeIapaToB
(6o3eHTaH, aMOpU3eHTaH, MallUTeHTaH,
CcwifeHa(WwI, pUOLUTYaT, MHTAIAIIMOHHBIN
WIOIIPOCT, CeJIeKCHUIIAr), ¥ TOJIbKO OAWH
W3 HUX, 003eHTaH, pa3pelleH K IpUMeHe-
HUIO B IeTCKOM Bo3pacTe. OCTaJIbHbIe MOTYT
Ha3HayaTbcA JieTaM off-label o pemenuio
BpayeOHOM KOMHMCCHUU IPU HAIUYUU
HGOPMUPOBAHHOIO COIACHSA IaIlieHTa
Uy ero poputeneil. PemmeHve o Ha3Have-
HUM peGeHKY Ba30AWIATUPYIONEHN Tepanuu
OCHOBAHO Ha pe3syJbTaTaX MHBa3MBHOIO
TecTa Ha Ba30PeaKTUBHOCTbD.

HauanbpHas crienypuyeckas Tepanus peKo-

MeHJIOBaHA JeTAM C Bepu(pUIUPOBAH-

"ot JIAT 1ipu COOIIOfNeHNN CIeAYIONX

YCJIOBUH:

® OTPULIATENbHBIN TeCT Ha Ba30peaKTUB-
HOCTb;

® OTCYTCTBUE WINM HEYCTOMYUBBIA OTBET
Ha Tepamuio 0JI0KaTOpaMU KaIbI[HEeBBIX
KaHAJIOB;

* HaIMYYe MPOTUBOIIOKA3aHUIN K Ha3Haye-
HUIO GJIOKATOPOB KAJIbIIMEBhIX KAHAJIOB.

TakTuka JIA[-cnenuduieckoil Tepanuu
(BBIGOp MOHOTEpAIINY WM KOMOWHAITAY
JIAI-ciennuyecKux IIpernapaTos) omnpee-
JIIeTCA T0CTIe IPOBeleHNA CTpaTU(hUKanuy
PHCKa C yIeTOM KIMHUYECKUX, TeMOAMHa-
MUYeCKUX U QyHKIIMOHAIBHBIX XapaKTepH-
CTUK GOJIBHOTO.

CrapToBaA MOHOTepanua cnenudpuye-
CKUMM Ba3oAIaTaToOpaMyu peKOMeHJ0BaHa
JeTaM ¢ JIAT Ipyu MUHUMAaJIbHOM PUCKe
(cumrrroMbI OTCyTCTBYIOT, DK I).

Hetam c JIAT, cOOTBeTCTBYIOIIEN KpUTe-
pUAM IIPOMEKXYTOYHOTO PUCKA, peKOMEeH-
JIyeTCs CTapTOBasA JBOMHAA WIU TPOMHAA
Tepanu, BKmodaa APD, ud/I5 winfu cenek-
CUIIAT, I CHKEHUA BBIPDAXKEHHOCTU CUM-
NIITOMOB, YJIy4IlIeHUA IIPOTHO3a U JOCTIDKe-
HUA KpUTepreB HU3KOTO PUCKA.

Y 6osbHBIX ¢ JIAT BBICOKOTO pHCKa CIe-
JyeT pacCMOTpeTh He3aMe[JIUTeIbHOe
HAYaJI0 TPOWHOW KOMOWHUPOBAHHOU
JIAI-Tepanuu ¢ IpUMeHeHeM UHTIALIN-
OHHBIX WIHA BHYTPUBEHHBIX IIPOCTAHOU-
IoB, APD, ud®/is.

OCHOBHO ITeJTBI0 JI000M Teparnviu JII ABJIA-
eTcA IepeBOoJ MalieHTa Y3 TPYIIILI BBICO-
KOTO WIY IIPOMEKYTOYHOTO PUCKA B TPYIIITY
HU3KOTO PUCKA CO CTAGWIBHBIM yJep:Ka-
HHEM COOTBETCTBYIOIIUX IIOKa3aTeJIel, 3TO
KJII04ueBor aKTop, OIpeeIAI0IUI BbIKY-
BaeMocTs geteii ¢ JIT (puc. 3).

PaHHAs gnarHocTnka n ceoeBpemMeHHas
KOMOWHMpPOBAHHasA Tepanus — BOT YTO JaeT Hagexnay
Ha BbDKMBaeMOCTb 60sbHbIX JII. C nosasneHns nepBbIx
CUMMNTOMOB [0 NMOCTAHOBKW AuarHo3a npoxoamuT OKOmo
ABYX NneT, a 60M1e3Hb TeM BPEMEHEM MPOrpeccupyer.
YuuTbiBaa ee peakocTb U OTCYTCTBUE ONnbiTa

y crneuuanucToB, Takue ety nogonry HaénogarTcs

C OnarHosamm «6poHxmnarnbHas actMa» U «3rnunencus»
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[PYTTIA PUCKA

ANTOPUTM TEPANWW NAT Y OETEN

OBCIIEQOBAHUE B CMEUMNATIM3NPOBAHHOM LIEHTPE

:

PECMNOHAEP

v OK |
v MUHUMarsbHbIA pUCK

\

MOHOTEPANUA

BoseHTaH nnu gp.
AP3 unn noas

£

PEMYIIAPHbINI MOHUTOPUHI ®AKTOPOB PVUCKA
Onsda CBOEBPEMEHHOW SCKAJTALMN TEPATNA

v OTCYTCTBYIOT CUMMNTOMbI

v oTcyTcTBMe oTBeTa Ha BKK

:

HePECTTOHOEP

Hwn3kui nunu cpegHuin puck

T

HeonHas JIAl-Tepanus

npenaparamu pasHbixX rpynn

AP3 + nd[5
AP3 + cenekcunar
n®d5 + cenekcunar

: :

TpowviHas JIAT -Tepanus

Lenb

AP3 + n®d[5 + cenekcunar

PucyHok 3. Anroputm Tepanun J1AT y geten

:

HePECITOHOEP

Bbicokuii puck

TponHas J1Al Tepanusa

MpocTaHonabl B/B/VHI +
AP3 + nd[5

ATpuocenTocToMums
AHacTomo3 MoTTca

v

TpaHCI'IJ'IaHTaU,MH
Nlerkmnx

Uenb

CBOEBPeMEeHHOCTh JUaTHOCTUKY, ITPABIIIb-
Hasd OLleHKa CTeIleHU TKeCTHU COCTOAHUA
Ha OCHOBAaHUU CTpaTUUKALUU pUCKa
¥ Ha3HaYeHUe afIeKBaTHOU TsKeCTH KOMOU-
HUPOBAaHHON MeINKaMeHTO3HO! U XUPYpP-
TUYEeCKO! Tepalny — BOT TPU IVIaBHBIX

YCJIOBYIA YCIIEITHOTO BeIeHVIA STOM IPYIIIIBI
60ybHBIX. D(PPEeKTUBHOCTH MONOOPAHHON
B YCUJIOBUAX CIEIMAIN3MPOBAHHOIO IIEHTPa
Tepanuy MOXXeT HUBEJNPOBAThCA MPU
HeCBOeBpeMeHHOM JIEKapCTBEHHOM obecIre-
YeHNH IalFeHTa 110 MeCTy >KUTeIbCTBA.

K coskayieHuio, C MOMEHTA BBIIMCKHU IIpelia-
paTa 1o ero HoixydeHus: GOJbHBIM MOXKET
TIPOXOIUTH OT HECKOJIBKIX MeCALeB 0 IOTy-
rofa, 4YTo yrpoaeT MpOorpecCHpOBaHUEM
3aboseBanust. C y4eToM ObICTPOrO IIPOrpec-
CUPOBaHUS U JKU3HEYTPOXKAIOIEro CTaTyca

JIT Harbostee palIOHAILHOM CIeyeT CIr-
TaThb CUCTeMy 3aKYyIIOK B PeTMOHAaX, IIPeATIO-
JIATaIoIIYIO CO3aHKe OIIPee/IeHHOTIO 3araca
JIAT-crienyipIeCcKyX MIPeapaToB, YTOObL
MalXeHT MOT IIOJIy4YUTh JICKAPCTBEHHOE
obecIiedeHye B HY)KHOM 00'beMe Cpa3y Iocie
BBINMCKY U3 CTallOHapa.

JIAT co3paeT 3HaYUTeIbHYI0 (PUHAHCOBYIO
Harpy3Ky Ha PeTMOHAJIbHbIE CUCTEMBI 3/Ipa-
BOOXpaHeHus. Jlid ee cHIbKeHMA ¢ 2021 rozga
JleTU C acCOUUPOBAaHHBIMU (hopMamu JIAT
TIOJIyYWIN BO3MOMXHOCTB JIEKAPCTBEHHOIO
obecIiedeHUsT CeJIeKCUIIAarOM U3 CPeICTB
rocyzapcrBeHHoro onzga «Kpyr mobpar.

11 CBOeBpeMeHHOI'0 U HeIIpepPhIBHOTO

OKa3aHUS MeIUIIMHCKOM ITOMOIIY TaIu-

erTam c JII' wia"Hupyercsa paspaboTars

U BHEJIPUTH €JUHYIO /I BCeX PEerMOHOB

P® mogenb MapmIpyTU3aIuy MaleHTOB

CO CIIeAyIIUMU 00A3aTebHBIMU dJIe-

MeHTaMU:

e OTBeTCTBeHHBIN JIAI-ClTenaIucT B pe-
THOHE;

o JIIIY B pervioxe, rje HabGIIOAAI0TCS IALY-
eHTHI ¢ JIAT;

® B3aUMOJeNCTBUe MeXAUCIUIUIMHAPHON
KOMAaH/IbI CIIEINAICTOB;

® TIOPAZOK B3aUMOJEeUCTBUA MeXxay (ere-
PIBHBIM 3KCIIEPTHBIM I[EHTPOM U pe-
TUOHAJBHBIM JIITY;

® YCTaHOBJIEHHbIE CDOKY OKa3aHUA MeIu-
IIMHCKOM ITOMOIIM ITareHTam c JIAT,

® TOpAKOK HasHaveHU: JIAI-cerudrae-
CKOH Tepamnuuy;

e ¢opma yuera nmanueHToB ¢ JIAL, KoTopas
B JJAIbHEHIIIEM MOJKET ObITh MHTEIPHUPO-
BaHa B ¢eflepaIbHbIM pPerucTp.

HOBOCTW

HOBAA
JIEKAPCTBEHHAAA ®OPMA
C yBENNYEHHbIM CPOKOM FOHOCTMN
no 36 mecAueB

Kak 06beKTUBU3NPOBaTb 3afEPXKKY
NncuxopeyvyeBoro pa3sBuUTUA
Y AOLUKOJIbHUKOB?

OHKacnap v

naracriaprasa

OcHoBa 3pPpeKTUBHOro neyeHns

OHKACTIAP Kak BaxKHelLLMI KOMMNOHEHT Tepanum OCTPOro
numoobnactHoro neikosa (OJ1/1) Ha 3Tanax oT MHAYKLUMN
[0 KOHCONMAALMW NO3BONIAET MaLMeHTaM AOCTUYb
NOHON pemmccun

OueHka KorHnTmBHbIX QhyHKUMY (KD) geTevi cTapLuero AOLLKOSIbHOro Bo3pacTta (5—7 1eTt)
C 3aaep>xxKoui newxopeqeBoro passutus (3I1P) okasbiBaeTcsi CYObLEKTUBHOM 13-3a OTCYT-
CTBUSI HETKUX KpuUTepueB amarHocTmkn. Caenatb OLEHKY 60/1ee 06 beKTUBHOV MOMOXET
paspaboTaHHOe 0TeHECTBEHHbIMM NeaUaTpamMm1 KOMIbIOTEPHOE TECTUPOBAHME.

Pesynbrat uccnepnosanus KO 3aBucut ot HacTpoeHus pebeHKa 1 OT Toro, CyMen v Bpay yCTaHOBUTb
C HUM KOHTaKT, a eLLe OT onbiTa JoKTopa 1 ero xapakrepa. [Mpv runogmartoctvke 3P Mbl ynyckaem
30M0TON Neprop peabnuraumm, Havbonee 6NaroNPUATHbIN AN1S NIe4e6HO-KOPPEKLIMOHHBIX MEepOoNnpu-
ATUIA. A 13-3a rYNepavarHoCTUKN pebeHOK MOXET 6bITb ONPeerneH B LLKOSy HECOOTBETCTBYIOLLIErO
KOPPEKLMOHHOrO TVMNa HECMOTPSA Ha YaCTU4HYIO COXpaHHOCTb K®. BonbLLyto npobnemy npeactasnsior
nospgHee obpatleHve K Bpady, BbbknaarenbHasa no3vumsa pogutenei n neamaTpos, OTCYTCTBME
3HaHUI 0 koppenaumn KO mexay co60i. 3To NPMBOAMT K OLLIMGOYHOMY MHEHMIO O HanM4MK y pebeHka
M30NMPOBaHHON peyveBon 3aepXKku 6e3 ConyTCTBYIOLLEro aecumumTa BOCIpUATASA, BHUMaHUS,
MbILLUMEHWS U naMsATW. BOT noyemy cTonb He06X0AMMO CKPYHMHIOBOE 06CefoBaHve Asisi 6bICTPON
1 06BbEKTUBHOM OLIEHKM pearibHON KapTHbI KOTHUTUBHOIO Npodunst pebeHka 1 Belbopa 3hheKTUB-
HbIX METOA0B fe4e6HO-NeJarorn4eckon KOppekLmm.

Mpenapat OHKACTIAP (naracnaprasa) nokasaH B Kauectse
KOMMOHEHTa NMPOTUBOOMYXONeBO KOMOUHUPOBaHHOW Tepanu
npu ocTPoM IMM$OBNaCTHOM NieiiKo3e Y leTeil OT poXAeHUA
[0 18 nieT 1 y B3poC/bIx NaLuneHToB'

B HUW meamumHckoro npnéopoctpoeHns PAMH oTedecTBeHHbIMM yYeHbIMK pa3paboTaH KOMIbio-
TEPHbI NCUXOMINONOrNHECKINIA KOMMNeKC «[cnxomaT-99», ¢ MOMOLLIbIO KOTOPOro MOXHO o6crne-
[oBaTb AeTel pa3Horo BO3pacTa 1, Nosyyas 06bLEKTUBHBIE KOTMYECTBEHHbIE MoKa3aTenu, OLeHBaTb
Hanuyve n cteneHb HapyLueHnin KO. MNepsble paboTbl ¢ UCNOML30BAHMEM KOMIMLIOTEPHOMO NCUXO-
domanonormyeckoro komnnekca (KNdK) «Memxomar-99» npooaunuc B Hay4HOM LieHTpe 300poBbs
peteli ewe B 1995 roay. Bbinv 06¢cnenoBaHb! ATV € pas3nuyHbIMM 3a60neBaHUAMU (aNnepruieckumm,
NMCMXOHEBPONOrMYECKUMUN, PEBMATUHECKMN).

B panbHeliem 061acTb NPUMEHEHWSI KOMMBIOTEPHOrO KOMMJEKca pacLumpsinachk. [onyyeHb! Hop-
mMaTtumBHble nokasartenun KO y geten ot 8 go 17 ner. 310 NO3BOAMIIO 3anyCTUTb MOMYNALMOHHbIE
o6cnenoBaHus LWKONbHNKOB Poccun. OpgHaKo, y4uTbiBas COXHOCTY TecTupoBaHus geter ¢ 3P,
3Ta KoropTa [o CUX Nnop ocTaeTcs 6e3 oxeata U NepcoHann3MpoBaHHbIX pekoMeHaaumii. VHdop-
Maumio o 3MMP y pebeHka ¢ HapyLLEHVEM peyn C HE[OBEPMEM BOCTIPMHUMAIOT poauTenu. HarnsgHo
JOHECTU [0 HUX 3Ty MHAOPMAaLIMIO MOMOraeT nNpedbsBleHNe KONMHYECTBEHHbIX pe3ynsTaToB obcre-
[0BaHVsi C MOMOLLbIO KOMMBIOTEPHOTO koMrinekca. O6bEKTUBHbBIE JaHHbIE ABNAIOTCA 6051ee BECKMM
apryMeHTOM U € 6OJIbLLEV BEPOSATHOCTHIO MOMYT MOTUBMPOBATL POAUTENEN K OpraHn3aLmm MeQUKO-
nefarorn4eckor MOMOLLM PEBEHKY.
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BOJIE3HbL 1NO HACJIEACTBY

CuHpgpom Anbnopra:
ncTopusa AJIMHOIO B BEK

B nocnegHune 10 net k euHgpomy Anbriopta (CA), NposiBrsitoLLeMycsi fporpeccupyroLLei Hegponatue, HeupoCeHCop-
HOU TYroyxoCTbIo U raTosiornev rrnasa, rnpuKoBaHo rpuctasbHoOe BHUMAaHNE Kak CrieunasmcToB, TakK U nayneHTCKmnX
opraHun3auymi. OrpoMHbIE YCUINS HarnpasJsieHbl Ha MOUCKN METOLOB JIeHEHWS, CIIOCOOHbIX KapAuHasibHO NBMEHUTD
MpPorHo3 3abosieBaHus Takux 60s1bHbIX. O JOCTUXEHUSIX B 3TOM 00/1aCTU U NOMAET peyb B cTaTke.

| & 7
' MapuHa
\ L EBretu;eBHa
| ] AKCEHOBA

K.M.H., B.H.C. OTAena HacneacTBEHHbIX 1 Mprobpe-
TEHHbIX 60ne3Hen NoYek UM. npodeccopa

M.C. UrnatoBoM, Hedpponor KOHCYNLTaTUBHOMO
otaenenus HNKN neguatpum

M. akapg. t0. E. Benstuwesa ®rAQY BO «PHUMY
um. H.W. Muporosa Muxsgpasa Poccumn»

1 KOHCynbTaTnBHOro otaenexns HMUL, Arou

um. Omutpus Poravesa

NCTOPUSA 3ABOJIEBAHUSA

CeMelHBIN CJIyyall reMOpPparuyecKoro Hed-
pUTa C IPOTPeCCUPYIONUM CHIDKeHUEeM
(pyHKIIMY ITOYeK BIIepBBIE OIMCaH B 1923 I.
YeThIpbMA rofjaMU MO3Ke I0KHOAQPUKaH-
ckuit Bpad Aptyp Cecwt Asbriopt (1880—
1959) o6paTiiI BHUMaHMe Ha COYeTaHUe
HeMpPOCeHCOPHOM TYrOyXOCT! U Hedpolia-
THY y PaHee ONMCAHHBIX GPUTAHCKUX IaLU-
€HTOB. AJIBIIOPT OObeJUHIII IBA CUMITTOMA
(TyroyxoCThb U reMopparudeckuii Hepur)
B CMHZPOM C IIPEAII0IaraeMbIM ayTOCOMHO-
JOMUHAHTHBIM XapaKTepOM HaC/Iel0BaHNS,
Ha3BaHHBINA BIIOCJICICTBUU B €T0 4eCTh.

CA — HacJIeicCTBeHHOe IIPOrpeccupylolee
3abojieBaHUe, BEI3BAHHOE MyTaIVel B Te-
Hax O.s- O4-, Ols-Ilerel KoyiareHa IV tuma
(COL4A3, COL4A4, COL4A5), xapaKTepHu3yIo-
IeecdA pasBUTHeM HedpoIllaTUU B Bapua-
GeJIbHOM COYeTaHUU C HeHPOCeHCOPHOM
TYTOYXOCTBIO 1 TIATOJIOTHe} OPTaHOB 3peHNUA
(puc. 1). T'eHn! az-, ou-Iiellel KojIareHa
IV Tuna (COL4A3, COL4A4) TI0KaIU30BaHbI
Ha BTOPOU XxpomocoMe. [eTepo- winu romo-
3UTOTHAaA MyTalluiAd B HUX BbI3bIBAeT ayTo-
COMHO-IOMUHAHTHBIA WIN ayTOCOMHO-pe-
LleCCUBHBIN BapruaHT CA COOTBETCTBEHHO.
ITaToreHHbIe BapUAHTHI B TeHe, KOAUDY-

1omeM os-11erb (COL4A5), pacloioKeHHOM
Ha X-XpOMOCOMe, BeIyT K Pa3BUTUIO X-CIie-
IUIEHHOT'0 BapHuaHTa 3aboreBanys. Kak mpa-
BUJIO, OHO IepefiaeTcAd U3 NOKOJeHU:A
B IIOKoJteHue. Jiumb 10-15 % crydaeB CA
00yCJIOBJIEHBI CIIOHTAHHBIMU MYyTAIVAMU.

Hicropyyeckul C4UTAeTCs, YTO PacIIpoCcTpa-
HEHHOCTb CMHJPOMA B CpPeJHEM COCTaB-
JIsIeT OfWH ciydal Ha 5000-10000 uesto-
BeK. OfHaKo 5TU JaHHbIE He YYUTHIBAIOT
JKeHIMUH C X-CIlelJIeHHBIM BapUaHTOM
3aboJieBaHusA (KOTOPBIX ZI0 HeJABHETO Bpe-
MeHM paccMaTpUBLIM KaK HocuTelel
MyTanyii B reHe COL4A5), a Takke HaIfleH-
TOB C HeTUITMYHOMN KJIMHUYEeCKOU KapTUHOU
¥ U30JMPOBAHHOMN JOOPOKAYeCTBEHHOMN
MuKporemarypueii. COIIacHO pe3y/bTaTaM
CeKBeHHpoBaHUA 3k30Ma 200000 szopo-
BBIX Jtofiel (Genomics England Research
Consortium), ormyGiMKoBaHHbIM B 2021 T.,
PacIpoCTPaHEeHHOCTh ITAaTOTeHHbBIX BapU-
aHTOB B reHax COL4A3 u COL4A4 B momyJa-
LMY COCTaBJIAeT 1 cmyyait Ha 200 yesloBeK,
IIaTOTeHHBIX BapUaHTOB B reHe COI4AS5 — 1
Ha 2000 yesioBeK. DTO 3HAYUT, YTO YaCTOTa
CA 3HaYWTeNbHO BBIIIE IIPeATIoIaraBIencs
panee. 1 e B Poccuy, COIIacHO JaHHBIM
Poccrara 3a 2021 1., IpOoXUBaeT OKOJIO
145 MJTH 4eIoBeK, BKIIoYad 33 MIIH JieTell
¥ TIOAPOCTKOB (0-19 JteT), To 60sTee MILTHOHA
»KUTesIel Halllel CTpaHbI, B TOM YHCJIe OKOJIO
350 ThIC ZleTell ¥ MOLPOCTKOB MetoT CA.

B cTpyKType Hacle[CcTBeHHOU He(pOIOTHU-
yeckoi nmatosorum y gereit CA 3aHuMaeT
BTOPOE MeCTO IIOCJie ayTOCOMHO-IOMHU-
HAaHTHOM ITOJTMKMCTO3HOM 6O0JIe3HM ITOYeK,
oTBeyad 3a 0,3-2,2 % Bcex CJIlydaeB T€PMU-
HaJIbHOU XPOHMYECKOH IT0YeYHOM HeloCTa-
TOYHOCTU B MOJIOZIOM BO3pacTe.

Pazputue CA CBA3aHO C HapyII€HUEM CHUH-
Te3a O, O4-, Ols-Ilemelt KoyutareHa IV tuma,
KOTOpbIe 00pa3yioT reTepoTpUMephI, CO-

CTaBJIAIONIYIE OCHOBY 0a3TbHON MeMOPaHbI
TIOYEYHBIX KIYOOYKOB, XPyCTaJINKa, CeT-
YaTKU U POTOBUIIBI V134, YINTKU BHyTPEH-
HEr'o yXa U JIeTKUX. CHIKeHUe Wi OTCYyT-
CTBUe CHTe3a OHOM! U3 ol-1[eTlell TPUBOIUT
K U3MEHEHUIO CTPYKTYPhI 6a3aIbHBIX MeM-
OpaH, UX XUMUYECKON U MeXaHUIeCKOUI
HeCTaOWIBHOCTH, HaPYIIEeHHIO UX QYHKITII
C Te4eHNEeM BPeMeHH.

OPIrAH-MMLLUEHb

OcHOBHBIM TIposBIeHueM CA, onpeJesdio-
MM TIPOTHO3 MTAlIeHTOB, CIY’KUT 3a60J1e-
BaHUe II0YeK. [eTepoTpuMepsI 0l Ols-, OlsIie-
Tieil koywiareHa IV Tuma cocTaBiAIOT OCHOBY
6a3aJIbHOM MeMOpaHbI IIOYeYHbBIX KIy004-
KOB, OCyIIeCTBJIAI0MUX QriIbTpaluio. Pan-
HUU CUMITTOM He(pOIIaTuy — IMOCTOSTHHAA
IIoMepyJIApHadA reMarypus (6oree 80 % anc-
MOP(}HBIX 3PUTPOLUTOB B OCaZKe MOYM)
PasHOI CTeIleHU BBIPAKEHHOCTU. DTO 00b-
SICHAETCS CIIOCOOHOCTBIO SPUTPOITUTOB IIPO-
HUKaTh 4epe3 fedeKThl B 6a3IbHON MeM-
6paHe kiIy604KkoB. COBpeMeHHbIe HcciIe-
JTOBAHMA ITOKA3bIBAIOT, YTO IPUIMHOM IJIO-
MepyJIIDHOM MUKPOreMaTypHuU Y AeTeu,
B TOM YM(JIe IIPU OTCYyTCTBUU CeMeITHOro
aHaMHesa, ABJAeTCA Ipexje Bcero CA:
II0 JAaHHBIM JeTCKOM KIMHUKM Texaca,
Ha ero JOJTI0 IPUXOAUTCA OKOJIO TIOJIOBUHBI
COIydaeB reMaTypuU. Y HEKOTOPBIX IallleH-
TOB Ha ()OHEe MHTEePKYPPEHTHBIX 3a00JIeBa-
HUM BO3HUKAIOT 3IIM30/bI MAKPOTeMaTypHHL.
CorIacHO JaHHBIM HaIlel KIIMHUKH, MaKpO-
reMaTypusA BCTpeYaeTcs y TPeTU ZeTel
¢ X-cuerieHHbIM CA, IpeMMYyIIeCTBEHHO
B BOo3pacTe OT 1 /10 4 JieT, C OfUHAKOBOM
YacTOH y MAJIBIUKOB U eBouek. [1o mepe
IIPOTPECCUPOBAHUA 3a00IeBaHUA ITOYEK
K TeMaTypUM NocIefloBaTeIbHO IIPHCoey-
HAIOTCA aJbOyMUHYDPUs, IPOTeUHYPUS
¥ CHIDKeHVe KITyO0YKOBOH (DIUTBETPAIIHM.

IIporpeccupoBanue Hedponatuu mpu CA
CBA3BIBAIOT C PACTAKEHUEM «Ie(deKTHBIX»

60

HE®POMATUA

* remartypus,
y 30% — makporemartypus

* MNpOTEeuHypus

® CHWXeHne Kry60o4KoBON
dunsTpayunm

e XIH

)

HEMPOCEHCOPHA4
TYIFOYXOCTb > 5 NIET

e nporpeccupytoLlas
* [IBYCTOPOHHSASA
e pnmanasoH 2000-8000 Ny,

.

MepegHun

JIEHTUKOHYC

PucyHok 1. KnuHunyeckne npossneHus cuHgpoma Anbnopra
Unmoctpayun: Gubler M., 2008; Kashtan C., 2009; Gale D., 2013

MonumopdHasa anctpodus
porosuLbl

JIOMePYISAPHBIX 0a3albHBIX MeMOpaH,
He CIPAaBJISIONUXCS C HATPY3KOM HOPMaJIb-
HBIM BHYTPUKAMWUISPHBIM JJaBJIeHUEM,
C aKTUBaIel BCeX KJIETOK MOYeUHBIX KITy-
GOYKOB (9H[OTENNATHHBIX, MEe3aHTUAIIb-
HBIX, TIOJOIUTAPHBIX), Ha KOTOPbIe Iepe/a-
eTcs 3TO U3OBITOYHOE JABJIeHUe, C CUH-
TEe30M IUTOKUHOB U 0EeJIKOB, HAIIPaBJIeH-
HbBIX Ha BOCCTAHOBJIEHNE ITOBPEXKIeHHOM
6a3aTbHOM MeMOpaHBbI.

MexaHU3M MOBPEXeHUA [JIOMepyJI Jerye
TOHATH, €CJIY IIPeJCTaBUTh IJIOMePYJIAp-
HBIY KaIWUIAP B BUJe NUIAHTa, BHYTPeH-
HUU CJION KOTOPOTO BHICTJIAH SHJIOTEIVEM,
CpegHUY IpeACcTaBjIeH apMUPOBAHHOU
CeTKOMU, COCTosAIel U3 reTepoOTPUMEpPOB
KOJUIaTeHa, a Hapy:KHBIN 06pa30BaH II0J0-
nurtamu. [Ipu nogaye }KUAKOCTU B IIJIAHT
¢ fedeKTHBIM apDMUPOBAHHBIM KapKacoM
pacTATUBaeTCA U BHYTPeHHUU CJIOU, JIU-
IIeHHBIH OIIOPHI, U HAPYKHBIM, IIOABepra-
OMUNCA HeIIPUBBIYHOMY [aBJIeHUIO.
B HayaSIbHOM CTAIUU KOMIIEHCATOPHbIE
MeXaHU3MbI CIIOCOOHBI MOJAEePKUBATD
HOPMaIbHYIO QYHKIIWIO KallWUIApa KIIy-
60uka. Ho HU OfUH M3 MHOKeCTBA CUHTe-
3UPyeMbIX MAaTPUYHBIX OETKOB (JTAMUHUH,
ol1- ¥ O-Ilenu KosuiareHa IV tuna, HujgoreH
U Ip.) He MOXKeT CPaBHUTHCA I10 IIPOYHO-
CTH C Ol3-, Ol4-, OLs-TeTepoTpuMepamu. Ilo-
3TOMYy, Korzia GUIBTPAIMOHHAs Harpy3Ka
Ha [JIOMePYJIbl GU3NOJIOTMIECKU YBEeTMIU-
BaeTCA C BO3PACTOM, KOMIIEHCATOPHBIX
MeXaHU3MOB CTAaHOBUTCA HEJOCTATOYHO.
IIpy MUKPOCKOIIUY KaIWUISPHI KIy004-
KOB BBIIVIAJAT PACTAHYTBIMU, C YTOJIIICH-
HBIMU PBIXJIBIMU U JIe30PTaHN30BaHHBIMU
6asaJbHBIMU MeMOpaHaMu. I1oZOIUTHI,
TIBITAsACh TIOKPBITh BCe GoJIee yBeIMInBa-
FOIYIOCS IUIOMIAME «PACTAHYTHIX» KaIILI-
JIIPOB, TUNEPTPOPUPYIOTCA, UX HOXKU
pacmiacThIBAIOTCA, YTPAYUBAIOT CBA3b
¢ 6a3aybHON MeMOpaHOM.

B pesysbTaTe moTepu MOAOIUTOB U U30bI-
TOYHOT'O CHHTe3a MATPUYHBIX OEJIKOB pa3-
BUBAeTCA CKJIEPO3 IJIOMepysI U UHTePCTU-
YA, CONPOBOXKIAIONIUIICA ITOABIeHEM
IIPOTEVHYPUY U CHIDKeHUeM (QIUIbTpaIy-
OHHOM (PYHKITUU ITOYEK.

BhIZeIAI0T HeCKOJIBKO CTaiuk HepporaTuu
nipu CA, MMeIuX KINHIYeCKre U Mopdo-
JIoTu4ecKre 0COOeHHOCTH (Tabut. 1):

® M30JMpOBAaHHAA reMaTypud, KOTOPOU
Ha MOP(}OJIOTUIeCKOM YPOBHE COOTBET-
CTBYIOT TOHKHeE IJIOMepyJIApHble Ga-
3aJIbHbIe MeMOPaHbI, COXpaHHBIE T10J0-
LIUTBI;

e crasuu (1) arbOyMUHYPHH U (2) IpOTEU-
HypUH, KOIZAA OTMEYaloTCA 04aroBoe
yToNmeHVe/paccioeHre  6a3albHBIX
MeMOpaH KIy0OYKOB U ITOJOIUTOIIATHA;

® craaui (3 1 4) CHIbKeHUA QUIBTPALMOH-
HOU (QyHKIUM mnodek c Aud@Py3HbIM
yTOJeHeM U paccIoeHreM ITIoMepy-
JIAPHBIX 0a3aJIbHBIX MeMOpaH U IJIoMe-
PYJIOCKJIEPO30M Pa3HOU CTelleHU BhIpa-
YKeHHOCTH.
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BOJIE3HbL MO HACNELCTBY

Ta6nuua 1. KnuHudeckne ctagum riioMepyrionatum npm cuHapome Anbnopra

Cragus Jla6opaTopHas
HechponaTum XapaKTepucTuka
0 Mukporemartypusi: anb6yMuH/KpeaTHnH Mo4n < 30 Mr/r
1 Anb6yMUHypus: anbbymnH/KpeatmHuH moym 30—300 mr/r
2 MpoTenHypus: anbbyMuH/KpeaTnHUH Mo4u > 300 mr/r
3 CHwXeHne cKopocTy Kiy60o4KoBOM chunbtpaumm < 60 ma/MuH/1,73 m?
4 TepmuHanbHas noyeyHas HeJoCTaTOMHOCTb

I/ICXO,I[H N3 IIaToreHesa, O4eBHUIHO, YTO
Ha TeMIIbI IPOTPecCPOBaHNA HeponaTuu
nipu CA BJIUAIOT:

® (TelleHb HapyllleHU:A CHUHTe3a Ols-, Ol
os-Iierieli KoJulareHa (XapakTep MyTauyl
reHOB COL4A3, COL4A4, COL4A5);

* (DYHKIMOHATHHBIE OCOOEHHOCTH ITOIOLIH-
TOB U MIX CITOCOGHOCTH K aJIalTalyy (Ha-
JIT4Yie JPYTHUX TeHeTUIeCKYX BApUAHTOB/
nommMopdur3Ma OO TAPHBIX TEHOB);

® (haKTOPHI, CITOCOOCTBYIOIIYIE TIOBBIIIEH-
HOM Harpyske Ha INIOMepPYJIbl WJIN TUIIep-
GUIBTpanyy (OTHOCUTENHLHOE[a6COIIOT-
HOe YyMeHblIleHre KOJIMJIecTBa IJIOMepyJL:
HeJIOHOIIIeHHOCTh TXKeJIOW CTeIleHH,
OXXUpeHUe, e[UHCTBeHHasd IToYKa U Jpy-
rue);

® COIYTCTBYIOIIME OCTPhbIe U XPOHUYeCKHe
3ab0JIeBaHMA HOYEK, IPUBOAAINYE K II0-
BPeXAEHUIO IJIOMepyJl 3a Cc4eT JPYyTUxX
MEeXaHU3MOB ([JIOMepyIoHePUT, [rade-
THU4Yeckad HeporlaTusi);

e aprepuanbHad ruriepreHsu (Al) u gpyrue
(baxTOPBI KAaPAUOBACKYJLAPHOTO PUCKA.

Jna ymyanieHuA He¢pOIOTMIeCcKoro Ipo-
THO3a MAIEeHTOB HeOOXOAIMO YCTPAHUTD
Bce MomuduIMpyeMble (HaKTOPhI PUCKA
IIPOTrpeccUpoBaHUA HepomaTUM U Kak
MO’KHO PaHbIlle CHU3UTh BHYTPUKIyOOTKO-
BOe JIaBJIeHIe.

CNyX U 3PEHUE

Hapsany c Hedpomatueit 30-50 % naiieHTOB
¢ CA 1MeIoT ABYCTOPOHHIOI HeMpOCeHCop-
HYIO TYTOYXOCTbh, KOTOPast OOBIMHO Pa3BUBa-
€TCA B paHHEM IIKOJILHOM BO3pacTe y MaJlb-
YUKOB C X—CHGHJIEHHI)IM Ny BCEX ITIAITUEHTOB
C ayTOCOMHO-PEIleCCUBHBIM BapUaHTaMU
3a00JIeBaH, 4 Y )KEHIIWH C X-ClleIUIeHHbIM
¥ IIaIJUEeHTOB C ayTOCOMHO-JOMUHAHTHBIM
BapuaHTaMy — 11ocie 35 U 60 j1eT cooTBeT-
cTBeHHO. [loTepsa wiyxa 3aTparuBaeT pexze
BCero BbICOKOYACTOTHBIM 3ByKOBOM Auara-
30H (JeTU IUIOXO CJIBIIIAT IIeHUe IITUI], 3BOH
KOJIOKOJIBYUKA, >KeHCKHe T0JI0Ca) U IIporpec-
cHupyeT € BO3PAaCcTOM.

I[IpenmonaraeTcs, 9YTo TYTOYXOCTb 00YCJIOB-

JIVBAIOT:

® CHIDKeHVe HaTshKeHUA 6a3sWIIPHON MeM-
OpaHbI YINTKY yXa U3-3a CJIA0OCTH CITU-
PIBHOU CBA3KY;

* pacTsoKeHue JedeKTHOU 0asaabHOMI
MeMOpaHbI COCYIUCTOTO CJIOS BHYTPEH-
HEro yXa ¢ HapylieHnueM ee QyHKIUH.

PasBUTHe ITaTOJIOTHHU IVIa3 TAKXKe CBA3aHO
C yMeHbIIeHNEeM MeXaHUIeCKON pe3uc-
TEHTHOCTH MeMOPaH KaIlCyJIbl XPYCTAIUKA
(mepemHUI[3aAHUI JIEHTUKOHYC), COCYyoU-
CTOU 0OOJIOUKH IJIa3 (peTUHOMaTus), 6oy-
MEHOBOI U JIeCIIeMeTOBOI MeMOPaH poro-
BUIIBI (ee TUCTPOGUA U SPO3UA).

OdTaIbMOIOTYeCKHe CUMIITOMbI — MeHee
YyBCTBUTEJIbHBIN (TaK KaK BCTpedyaeTcCs
penko), Ho 6osee cienmuGUIHBIN (Goyiee
HaJIe)KHBIA JJI IOCTAHOBKY IUATHO33) IPU-
3HAaK 3200JIeBaHU II0 CPABHEHUIO C Hell-
POCEHCOPHOI TYTOYXOCTBIO. BhIsiBIeHue

TUNUYHOM /11 CA IIaTOJIOTMY OPTaHOB 3pe-
HUSI XapaKTePHO JyiA GoJiee TsHKeJbIX Bapu-
aHTOB Ooyie3HU: X-CIIEIUIEHHOTO Y MaJlb-
4YUKOB U ayTOCOMHO-PELIECCUBHOIO Y BCEX
MaIlMeHTOB He3aBUCUMO OT I0JIa.

dopmupoBaHVie TEHTUKOHYCa MOKET ITPOSIB-
JAThCA HapymeHueM (oKyca 3peHu:d
¥ B HeKOTOPBIX CJIyYasaX OCIOKHATHCA CTIOH-
TaHHBIM Pa3pPbIBOM KaIlCyJbl XPyCTAIAKA
¢ dopMUpoOBaHMEM KaTapakTel [lepudepu-
Jeckasa IyHKTUPHAsA PeTUHOIIATUA BbLABILA-
eTcs y GONIBIIMHCTBA MY)KIVH U Y 25 % YKeH-
IIUH C X-creruieHHbIM CA, OHa TaKXe XapaK-
TepHa I TallUeHTOB C ayTOCOMHO-PeLec-
CUBHBIM BapUAHTOM 3a00JIeBaHUS. DPO3UU
POTOBUIILI OOHAPY:KUBAIOTCA IPUMEPHO
y 10 % maryeHTOB B HO3JHEM IIOAPOCTKOBOM
BO3pacTe, MHOIZIA UX MOABJIE€HUE IpeJIiie-
cTByeT AuarHocTuke CA. 3agHaa nommMopd-
Had AUCTpo(UA POTOBUIIBI, CBA3aHHAA
C UCTOHYEHMEM JIeCIIEMETOBOI MeMOPAHbI
CyOIHIOTEITHS, MOJKET COITPOBOMKIATHCS CBe-
TOOOSA3HBIO, CJIe30TeYeHUEM, OINyIeHrueM
MHOPOJHOTO TeJIa B I1a3y. 3abo/ieBaHue Tua-
THOCTUPYeTCS IIPU UCCTIeI0BAaHUM ITepeTHe
KaMephl [V1a3a MeToJaMU OIITUYIECKOM Kore-
PeHTHO ToMorpa¢uu BICOKOTO pa3pelre-
HYIS, KOHPOKTBHOM MUKPOCKOIIVY, GOMU-
KPOCKOIIMY B IIIeJIeBOM JIaMIIe.

Y nmanyeHToB ¢ CA MOTYT OBITh QaHOMAJINK

KPYIIHBIX COCYZIOB:

e yuIaTalysg aopThl, aHEBPU3MEI ee HU-
CXOZAINETO OTAeNa, BHYTPHUMO3TOBBIX
U KOPOHAPHBIX apTePHIi;

® IIpOJIAIIC MUTPAJIBHOIO M HeJOCTaToy-
HOCTh A0PTAJILHOTO KJIAIIAaHOB,

e nedeKThl MeXOKeIyJOYKOBOM Ilepero-
POOKML.

K kpaiiHe peKMM KJIMHUYECKUM IIPOsIBIIe-
HUAM y nanyeHToB ¢ CA OTHOCATCA CUM-
IITOMBI, CBAA3aHHbIE C IIPOJJIEHHBIMU JieJIe-
nuAMUu reHoB COL4A5-COL4A6 u COL4A5-
FACI4-AMMECR1. B mepBoM city4ae y GOJIb-
HBIX Pa3BHUBAeTCA JIEHOMHUOMATO3 (ZOOPOKa-
YecTBeHHbIE ITIaZIKOMbIIIEYHbIe OILyXOJIH)
JKeJIyI0YHO-KUIIIeYHOT 0 TPaKTa (IIporpeccy-
pytomas aucharusa, 601y 3a TPySUHOMN
U PBOTA IIOCJIe eZbl, AVICTIeTICHS), TIATOJIOT A
GPOHXOJIETOYHO (peIIUBUPYIONIYe OPOH-
XUTBI, Kallle/b, OABIIIKA) 1 XKEHCKOU perpo-
JYKTUBHOU cucTeM. Bo BTopoM ciry4dae y ma-
IIMEeHTOB OTMEYAIOTCA TUIIOILIA3MA JIUIla
C HeZIOpa3BUTHEM IVIa3HUII, CKYJI U BepxHel
YeJIIOCTH, AeQUITUT UHTeJUIeKTa U SJUIUIITO-
LIUTO3 (OBIbHBIE SPUTPOLIUTEHI).

BAPUAHTbI HACNNEQOBAHUA
Vi3BecTHBI TpU OCHOBHbBIX BapHaHTa Hacye-
npoBaHuA CA (puc. 2):

e X-clieIUIeHHBIN, BbIABIIAEMbIH y 80-85 %
TIAIIVIEHTOB U OOYCJIOBJIEHHBIN MYTaIly-
AMU B reHe COL4AS;

® ayTOCOMHO-PeleCCUBHBIN, CBA3AHHBIN
¢ BapuaHTtamu B reHax COL4A3 wnu
COL4A4;

® ayTOCOMHO-JOMUHAHTHBIM, Ha TOJTI0 KO-
TOPOI'0 IIPUXOAUTCA OKONIo 10-15 % ma-
1reHTOB ¢ CA.

B 2015 r. MeXXayHapoAHasA IPyIIIia aBTOPOB
OITy0JIMKOBAJIA IAHHBIE O AUTeHHOM Hacle-
JOBaHUM 3a00JIeBaHNA, BHIABILAEMOM IIPH-
GIUBUTENBHO ¥ 1 % marueHToB ¢ CA U 00y-
CJIOBJIEHHOM COYE€TAaHHBIMU MyTalAMU
B Pa3HBIX reHax KojurareHa IV tuma: COL4A3
u COL4A4, COL4A5 u COL4A3 i COL4A4.

X-cueIUIeHHBI BapHUaHT 3aboJjieBaHUSA
XapaKTepu3yeTcs GoJiee TKeJION KINHIYe-
CKOM KapTUHOU y MYy»>K4YWH, C IPOTrPeCccupy-
IOIIYIM TedeHreM He(pOIaTuy, Hen36eXHO
TIPUBOZAIIEHN K PAa3BUTHIO TEPMUHATIHEHOMN
TIOYeYHON HeJJOCTaTOYHOCTU BO BTOPOU-
TpeThel AeKaJjax *KU3HU U HeHpOCeHCop-
HOU Tyroyxoctu Oojiee 4eM B IIOJIOBHHE
CIy4aeB. Y jKeHINVH 4alle BCTpedaeTcs
U30JIMPOBAHHBI MOYeBOUW CUHAPOM
(20 % — n3onMMpoOBaHHAA reMaTypus, 75 % —
reMaTypus C IpoTenHypHel), ToYyeuyHas
HeJIOCTaTOYHOCTh U CHIDKEHME CIyXa pas-
BUBAIOTCA MeHee YeM B IIOJIOBUHe CJIydaeB
(42 %), xak IpaBWIO, IMOCJe 55 JIeT. YIUThI-
Bas HAIMYVE KIMHIYECKUX IIPOABIeHUH
3a60JIeBaHUA y JKeHIIWH, ceiyac He HUC-

TIOJIB3YeTCS TEPMUH «HOCUTEILCTBOY IIPU
BBIABJIEHUU y HUX TeTePO3UTOTHOU MyTa-
uuu B COL4A5.

TeueHue HedpoIaTUM y KEHIIUH C X-CIle-
wieHHBIM CA (JIOKHO IIPeACKa3aTh M3-3a
CIIOHTAHHOM MHAKTUBALUY OFHOM U3 X-Xpo-
MOCOM U CBSI3aHHOTO C 3TUM MO3aUYHOTO
CUHTE3ad Os-IJeIIX B PA3HbIX TKAHAX U dXKe
B Pa3HBIX KJIeTKax B IIpejeaX OZHOTO
opraHa (Harpumep, B IIOOLUTAX B IIpefie-
JIax OFZHOM IIoMepysibl). TaxKecTh KIMHUYe-
CKUX MIPOSIBJIEHUN OyeT 3aBUCETh OT CTe-
IeHU WHAaKTUBaIUU X-XPOMOCOMBI, He-
cymelt myTanuio. [ToroMy Bce mareHTKU
¢ X-cuerieHHbIM CA C Z1eTCTBa Hy»KAAI0TCA
B JUHAMUYECKOM HaOI0fieHnY, Heporpo-
TeKTUBHOU TePAITNU U B OOJIBITTHCTBE CITy-
YaeB He MOTYT OBITh MOTEeHINAIbHBIMU
POACTBEHHBIMU JOHOPAMU ITOYKH.

KimHu4eckue npoABJIEeHUA U IPOTHO3
IMallUeHTOB C ayTOCOMHO-PEIeCCUBHBIM
BapuaHTOM CA He 3aBUCAT OT II0JIa U COOT-
BETCTBYIOT TAKOBBIM y MY»K4YUH C X-CIie-
IUIEHHBIM TUIIOM HACJIeOBAaHUA OOJIE3HU.
AytocomHO-moMuHaHTHasA ¢popma CA Xapak-
TepusyeTcs Havbosiee GJIarOIPUATHBIM
TeYeHUeM: KaK IIPaBUJIO, SKCTPapeHalb-
HbIe IIPOABJIEHUA OTCYTCTBYIOT, TEDPMUHAIb-
Hafg CTafuA IIOYeYHOU HefoCTaTOUHOCTH
pasBuBaeTca IUllb y 20-30 % IMariieHToB
mociie 60 JIeT.

J. Savige ¢ xosueramu mokasaiua, 4YTo Ipu
JUTeHHOM HawIeZJOBaHUY HaJIW4due reTepo-
3UTOTHBIX MyTanuit B COL4A3 wiu COL4A4
y MaIeHTOB ¢ X-creruieHHbIM CA yxXyaaeT
TIPOTHO3 3200JIeBaHNA Y IeBOYEK U IIPAKTH-
YeCKU He BIUAeT Ha HepposorudecKu
TIPOTHO3 y MAJILYUKOB. Y IAIIUeHTOB C Cove-
TaHUEM TIeTEPO3UTOTHbIX BapPHUAHTOB
B COI4A3 u COL4A4 6onee HeOIATONIPUAT-
HBIN IIPOTHO3 110 CPaBHEHUIO C ayTOCOMHO-
JOMUHAHTHBIM U 6oJiee GIaronpUATHBIN
10 CPAaBHEHUIO C AyTOCOMHO-PELIeCCUBHBIM
Tuom CA.

[Ipu pa3BUTUN TePMUHAIBHON [TOYEYHON
HeI0CTaTOYHOCTHU IallieHTaM IIPOBOJAT
TPAHCIUIAHTAIVIO IIOYKH, IIPY 9TOM BBDKH-
BaeMOCTh IIOY€YHOTO TPAHCJIAHTATA IIPU
CA sy41rie, 4eM IIpY APYTHUX 3a60JI€BAaHUAX
IoYeK, YacToTa HeppUTa, aCCOLMUPOBaAH-

IIpodanncerue Ha cmp. 6

X-cuenneHHbIV
COL4A5
1:2000

ayTOCOMHO-PeLeCCUBHbIN
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PucyHok 2. BapnaHTbl cMHapoMa AnbnopTa: pacnpocTpaHeHHOCTb, NaToreHes, NPorHo3

MNoyeyHasn
HeJoCcTaToO4HOCTb

50 % — Kk 25 rogam
90 % — K 30 rogpam
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BOJIE3HbL 1NO HACJIEACTBY

CuHppom Anbnopra:
UCTOPUA AJINHOIO B BEK

ITpodanycenue, Hauano Ha cmp. 4

HOTO C 06pa30oBaHMEM aHTHUTeEI K [JIOMepy-
JIAPHOY 6a3aJIbHOM MeMOpaHe, He ITpeBhI-
maet 5 %.

OmucaHo okoso 3000 BapuaHTOB MyTallUI
B reHax COL4A3, COL4A4 1 COI4A5, abcomioT-
HOe OOJIBIIMHCTBO KOTOPHIX YHUKAIBHBI.
TonbKo 12 BapuaHTOB B reHe COL4A5 6bLTH
3a(pUKCUPOBAHEI B HEPOJCTBEHHBIX CEMbSX
Gosee 5 pa3 ¢ mpeobIaaHUEM B OT/EJIb-
HBIX reorpaduyecKrUX peruoHax MHUpA.
Hampuwmep, BapuanT COL4A5 p.Gly624Asp,
BBI3BIBAIONIUI 3aMeHy IIMIMHA Ha acIa-
ParuH B KOJUIATeHOBOM JIOMeHe TeHa,
ABJIAETCA CaMBbIM PAaCIPOCTPAaHEHHBIM

Y My»)4uH c X-CIleIUIeHHBIM BapUaHTOM
00JIe3HM YCTaHOBJIEHA YeTKAs 3aBUCHMOCTh
(eHOTHIIMTYECKUX TTPOSBIEHUI 3a00JIeBa-
HUA OT TUIA U JOKAJIWU3aIUM MyTaluHn
B reHe COL4A5. [eHeTUYeCKHe BapUaHTBHI,
IIporpaMMUpYyIoIUe IpexJeBpeMeHHYI0
TepMHUHAIUIO CHUHTe3a Geika (6osbIime
TepecTPOKY, HOHCeHC-MyTallul U CABUT
PaMKU CIUTHIBAHNA), aCCOUUPYIOTCA C Pas-
BUTHEM IIOYeYHOU HeIOCTaTOYHOCTH BO BTO-
po¥i ieKajie >KH3HU. [Ipy MIICCeHC-BapUaHTax
TOYeYHasA HeOCTaTOYHOCTb, KaK IIPABIIIO,
PpasBUBaeTCAa IpUMepHO B 40 JjieT. [TaryeHTsI
C BapMaHTaMU, 3aTParuBalOUIUMHU CalThI
CIUIAMICUHTA, UMEIOT IIPOMEXYTOYHYIO

Ta6bnuua 2. Kputepum amarHoCTUKn cuHgpoma Anbropra

Kputepumn X-cuenneHHbIN
MepsuyHble: nogTeepx- COL4A5
JeHHas natoreHHas y naumeHTa

MyTauua B reHe

nnn poacTBeHHNKOB

AyTOCOMHO-
peLeccuBHbIN

AyTOCOMHO-
AOMWHAHTHbIN

B HeKOTOpBIX CIyyaax y manueHToB ¢ CA
OTMeYaeTCA HeCOOTBETCTBHE TAKECTH IIPO-
SABJIEHUU 3a060JIeBaHUA XapaKTepy BhIAB-
JieHHOU MyTanuu COL4AS5. Tak, HanipuMmep,
penenuu B reHe COL4AS, KpaTHbIe TpU-
IUIETy OCHOBaHMMU, IPUBOAAIINIE BMeCTO
TIOJTHOTO OTCYTCTBU CUHTE3a K BBIPAOOTKe
0eJIKa C I3BMeHeHHBIMU CBOMCTBAMU, COMa-
TUYeCKUU MO3aullu3M 1o X-XpoMocoMe
WJIy4IIAIoT IIPOTHO3.

PaHHee IOSIBIEHUE U BBICOKUI YPOBEHb
MIPOTENHYPUH, OBICTPOE CHIKeHUE QYHK-
LMY IIOYeK, paHHee Pa3BUTHUE TYTOYXO-
CTU MOTIYT GBITH OOYCIOBJIEHBI MUCCEHC-
MyTauUsAMHE, IPU KOTOPBIX CHHTE3UPYeMbIit
6eJIOK HecIToCOOeH TPAaHCIIOPTUPOBATHCA
13 KJIETKH, a TAaK)Ke COYeTaHNeM MyTalni
B reHax o-lienei Kojwtaresa IV tuma u mogo-
[UTApHBIX TeHaX, HATUYeM TOMO3UTOTHOM
myTtauuu COL4AS5 y KeHIVH.

LOWreHHbIn

[Ba annens — [eTepo3nroTHbIN COL4A3 n COL4A4,
COL4A3 unn COL4A4 COL4A3 unn COL4A4 COL4A5 n COL4A3
y naumeHTa y naumeHTa wnu COL4A4

y naumeHTa

B coyeTaHuu ¢ ogHuM 1 6onee KpUtepnamMmmn s HmxenepedncrieHHbIX:

* remarypwus
BTopuyHkle

* npoTenHypus (anb6yMuH/KpeaTHnH Mo4n >30 r/r)
® CHMDKEHME CKOPOCTU KNy6OUKOBOW (omnbTpaLMn
*  TUNUYHbIE MOPAIONOrNYECKME UBMEHEHMWS NOHEYHOW TKaHU

C BO3MOXHbIM HanM4Mem CreayoLmx KpUTepmeB, NpeanonaratLmx OUarHos:

[lo6aBo4Hble

* BbICOKOTOHamNbHas HEMPOCEHCOPHas TYroyxoCTb
* MepenHW NEHTUKOHYC XpycTanuka rnasa

* «NMYHKTUPHasa» peTnHonaTusa

MN30NNPOBAHHAA MEPCUCTUPYIOLLAA TTTOMEPYITAPHAA TEMATYPUA

HopMa L

.

ypoOBeHb KOMMMEMeHTa, IgA KpoBu

L N3MEHEHDI

JOLLKONMbHbIA BO3PACT;

HCT, nepegHuin NEHTUKOHYC, MaKynonaTus naumeHTa;
CeMEeNHbI aHaMHe3, COOTBETCTBYIOLLMI CUHAPOMY AnbrnopTa

HeT
_—

Hedppobuoncus,
BKJ1t0H4ASA 3IEKTPOHHYI0 MUKPOCKOMMIO

na
\d

reHeTn4yeckoe nccnegosaHune

naToreHHble BapuaHThl
B reHax COL4A3, COL4A4, COL4A5

BblAABJIEHbI

He BblfiB/1E€HbI

CuHpgpom Anbnopra

® narTojiorma nodek, otTnn4Hasa

A

* BeJeHune nauneHTa cornacHo pekomMmeHgaumam

e o6cnefoBaHue POLCTBEHHUKOB U3 MPYNMbl pucka

PucyHok 3. Anroputm o6cnefoBaHus NauMeHTOB C rMOMEepYnapHON rematypuen
UcTtounnk: Kashtan C.E., Gross O., 2020 (B mogugukaymm)

¢ BefdeHune nauyneHTa B COOTBETCTBUU

oT cuHApoMa AnbnopTta

C BbIIBIEHHbIM 3a60n1eBaHNeEM

B EBpore, Bkittouas Poccuto (6oee 30 %
ceMeli ¢ MUCCeHC-BapUaHTaMH), U 06yciia-
BJINBAaeT OTHOCUTEJIHHO OJIaTOIIPUATHOE
TeyeHUe HedpomaTuu c Gojee MO3THUM
pasBuTHEM IIOYeYHOU HeJO0CTaTOYHO-
CTH II0 CPaBHEHMUIO C JJPyTUMU MHCCEHC-
BapuaHTaMu: 54 [50; 62] u 26 [22; 30] JeT
COOTBETCTBEHHO.

TI0YeYHYI0 BbDKMBaeMocTb. Hedposormye-
CKUI IPOTHO3 Xy:Ke IIPU MyTaIlUAX B 00Jia-
CTU, KOIUPYIOIel CUTHAIBHBIN IeNTU/I,
II0 CPaBHEHMIO C KOJUIaTeHHOBBIM U HEKOJI-
JareHoBbIM NC1-momeHamu reHa COL4A5.
Y 2KeHITVH 3aBUCUMOCTD KIMHUYeCKUX IIPo-
ABiMeHUM CA OT xapaKTepa MyTaluu
B COI4A5 MmeHee oyeBUIHA.

BOMNPOCHI

ONATHOCTUKM

C 1974 1. pa3Hble I'PYIIIBI UCCIejoBaTeIel
Ipe/jIarajay Kpurepun Juarsoctuku CA.
Haubosnee mupokoe pacnpocTpaHeHHe
MOJIYyYWIN KPUTepUU, pa3paboTaHHbIE
F.A.Flinter u coaBTopamu. /Il JUarHo-
CTUKU 3a00J1eBaHUA HEOOXOLUMO, YTOOBI

y MaIjyieHTa C reMaTypuel 6bUIH TPH U3 Je-

ThIpeX CIeAYIOMUX IPHU3HAKOB!

1. CeMelHBIM aHaAMHE3, OTATOIeHHBIH
II0 MUKPO-/MaKporeMaTypHUu H[WIU
MOYEeYHOU HeJOCTAaTOYHOCTH,

2. TunaHbIe N3MeHeHUs1 6A3ILHBIX MEM-
6paH KJIyOOYKOB IIPU dIE€KTPOHHOM
MUKPOCKOIINH;

3. TunuyHaA NaToJory:A mias (mepegHun
JIEHTUKOHYC, MaKyJIIpHasA AucTpodus);

4. BplcOKOTOHA/IbHAA HelpoCeHCOpHasA
TYTOYXOCTb.

OnHAKO COIOCTaBJIeHe Pe3YILTATOB 00CIe-
JIOBaHUS MAIUEeHTOB C TeHEeTUYeCKU MO/
TBep:KIeHHBIM CA ITOKAa3aJI0, YTO KJIMHIJe-
CKU JHUArHO3 MOXXeT 6I)ITI) IIOCTaBJI€EH
TOJILKO OHOM TpeTU HaIleHTOB.

B 2013 r. MmexayHapogHasA IPyIIIa SKCIep-
TOB BBIZICJIJIA:
1. KpuTepuu, IO3BOJIAIOIIYE 3aII0l03PUTh
CA y manyeHTa ¢ IOCTOAHHOM IJIoMepy-
JIADHOM TeMaTypuelt:
® TUIIMYHBII CeMeWHBbI aHaMHe3 WU
CIyday TIO4eYHOM HeJO0CTaTOYHOCTU
B CéMbe IIPY OTCYTCTBUU APYTUX BO3-
MOXKHBIX IIDUYMH ee PasBUTHUA WIN

e crien(pUYHBbIC KIMHUYECKUEe CUMIITO-
MbI ¥ Ipo0aHa (HEMPOCEeHCOPHAS Ty-
TOYXOCTb, ICHTUKOHYC, peTUHONATHA);

2. KDUTEPUU, KOTOPhIE IOATBEPKAAIOT
JVIarHO3:
® pacCIoeHVe IIOMEPYIAPHBIX 6asajib-
HBIX MeMOpaH win
®BHIABJIEHVE IIaTOTeHHBIX MyTaIuil
B COL4A3, COL4A4, COL4A5.

OpHako paccroeHre 6a3aTbHBIX MEMOpPaH
KJIyGOYKOB IOABJIAETCA 110 Mepe IIporpec-
cupoBaHUu:A HedpomaTUu (Kak MpaBuUIIO,
Ha CTaJyy IPOTeNHYPUY), a IPOrHO3 Y Ia-
nuenToB ¢ CA omnpefesfgeTcs CpPOKaMU Ha-
3HaYeHUA He()pOIIPOTEeKTUBHOMN Teparuu
He3aBHCHUMO OT XapaKTepa MyTallii. DTO
3HAYUT, YTO TeHeTHYeCKoe MCCIeIOBaHNe
uMeeT [TIepBOCTelleHHOe 3HaYeHue I paH-
Hel IMarHOCTUKY 3a60/IeBaHUA.

[eHeTYeCKUI aHAIN3 IIO3BOJIAET:

® paHO YCTaHOBUTD JUATHO3;

® Ha3HauYUTh He()pPOIIPOTEKTUBHYIO Tepa-
TIHIO;

® IIPOTHO3MPOBATh TedeHHWe OOoJe3HU
U CPOKHU PasBUTHA IIOUEYHON HeAOCTa-
TOYHOCTY;

® OIpefie/IUTh PUCK Pa3sBUTUA HeppPUTa,
00yCJIOB/IEHHOTO 00pa3oBaHUeEM AaHTU-
TeJI K NIOMePY/LIPHOM 6a3aJibHOM MeM-
OpaHe B ITOYeYHOM TPAHCIUIAHTATe;

® IIPOBECTH KaCKaJJHOe 00C/IeJOBaHue Wie-
HOB CeMbU;

® OCYyIecTBUTh ceMeWHOe TreHeTHYecKoe
KOHCYJIETUPOBaHUe;

® OIIpeJle/IUTh BO3MOXXHOCTb POACTBEHHO-
TO JOHOPCTBA.

BoT noueMy cerofH: IlepecMOTpPeHbI KpU-
Tepuu auarHoctuku CA (tabi. 2) u mog-
XOJbI K 00CJIeJOBAaHUIO JeTeil C U30IUPO-
BaHHOM reMaTypyeil — OCHOBHBIM IIPOAB-
JIeHWeM JAaHHOTO 3abojeBaHusd (puc. 3),
COIVIACHO KOTOPBIM IIPaBWIBHOE 06CiIeo-
BaHUe MallieHTOB C U30JIMPOBAaHHOM IJIO-
MepYJIIPHOM reMaTypuei U KIMHUYeCKO
KapTUHOI/ceMeHbIM aHaMHe30M, COOTBeT-
crBypomumMu CA, JOJKHO HAauYMHATBLCA
C reHeTU4eCKOro NCCIeIOBaHNUA.

TEPAMNEBTUYECKUE NOAXOAbl

B 2011 r. HeMellKad rpynmna BO IJaBe
¢ 0. Gross oIy06IMKOBaIa JaHHBIE O 6e30-
TIaCHOCTH U 3G (HEeKTUBHOCTU UCIIONb30Ba-
HUA MHTHOUTOpa aHTUOTeH3UH-IIpeBpa-
LIaIero (pepMeHTa paMUNPWIA B CHIDKE-
HUM TEMIIOB IIPOTPeCcCUPOBaHUA HedpPo-
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BOJIE3HbL MO HACNELCTBY

X-cuenneHHbIN ayTOCOMHO-
peueccuBHbIN

AUTeHHbIN

T &%

X-cuenneHHbIN ayTOCOMHO-
AOMMUHaHTHbIN

MHrméutopbl aHrMOTEH3UHOBOW
cuUcCTeMbl:

* pamunpun
¢ 1 mr/m%/cyT — 6 mr/m?/cyT

e nosapTaH
12,5 mr/m?/cyT — 50 mr/m?/cyT

C MOMEHTa NoCcTaHOBKW AMarHo3sa
(> 12 mecsueB)

npy NOsIBIEHUMN anbbymuHypum:
anb6yMuH / KpeaTUHWH Moyn > 30 mr/r
B MOBTOPHbIX aHanu3ax Ha oHe
MOJSTHOMO 34,0POBbS

AyaumeTpusi ¢ 5 net exerogHo npy NpoTeUHypum, 3afepxxke
peyeBOro pasBUTUs UNU APYrUX
npu3HaKax CHUXeHusl cnyxa,
parnee eXxerofHo
Ocpranbmockonus ANS BCEX BapUaHTOB: C MOMEHTa NOCTaHOBKMN ANarHo3a, npu HapyLeHuu

OCTpPOTbI 3peHud; panee exerogHo

npu X-cuenneHHOM, ayTOCMHO-PEeLLeCCUBHOM: NpPU OTCYTCTBUU XKanob —

C NOAPOCTKOBOIo Bo3pacTta

O6wume pekomeHpaumm

WUcknioueHune KypeHus

€ € <

Al Ha ypoBHe 50 %o Nno nony, BO3pacTy U pocTy
YmepeHHoe noTtpe6neHne msca, conu B nuLLy
NHpekc maccobl Tena < 25 kr/m?

N36eraTb LWWyMOBbIX BO3JENCTBUMN

PucyHok 4. PekomeHgaumm no BeeHUO AeTer u NOOPOCTKOB C CUHAPOMOM ArnbnopTa

Uctoynnk: Kashtan C.E., Gross O., 2020 (B mogugukaymm)

natuu npu CA, KOTOpbIe JIeIJId B OCHOBY
NepBhIX KIMHUYECKUX PeKOMeHAAUuM
110 BefleHUIO nanueHToB (2013 r.). CerogHA
GOJBPHBIM W3 I'DYIIBI BBICOKOTO PHCKA
Pa3BUTHUA MOYEYHOM HEeJOCTAaTOYHOCTH
B MOJIOZIOM BO3pacTe IpY HAIMYUY ATbOY-
MHMHYpUH, a TaK:Ke BCceM IalleHTaM IIpu
HUINYUU IPOTEUHYpUU (060K MoYU >
4 mr/m?[gac wiu > 0,2 MI/MT KpeaTu-
HWHA) Ha3HA4aroTcA off-label MHTIOUTOPOB
aHTHOTeH3UH-TIpeBpaIawlero ¢depMeHTa
WY GJIOKAaTOPBI PEIeNITOPOB K AaHTHOTeH-
3uHy Il Tuna. [Liame60-KOHTpoOIUpyeMoe
uccienosanue Early Protect mo npumeHe-
HUIO paMUIIpIa (4,5-4,8 MT/M?/cyT) Ha IIpo-
THKEHUU 6 JIeT y nanueHToB ¢ CA, y KOTo-
PBIX ObUIA MUKDPOT€MaTypHA B COYETaHUN
¢ amp6yMuHypUel win 6e3 Hee, IIOKA3aJI0

CHI)KeHMEe TeMIIOB IIPOrPeCCUPOBAHUA
Hedponarum y 40 % 60IbHBIX Ha poHe JTeve-
HUA. YIUTBIBAA JaHHbIE Pe3y/IbTaThl, BCeM
JeTAM U3 IPYNIIbI PUCKa PEKOMEHAYeTCA
HasHa4aTb He(ppONPOTEKTUBHYIO TePAIIUIO
C MOMeHTa ITIOCTAaHOBKU IarHo3a (puc. 4).
I[Ipu BefeHnu marnueHToB ¢ CA Ba)XHO 06pa-
IIaTh BHUMaHUe Ha COITyTCTBYIOLTYE MOAY-
(unupyemsble pakTOphI prCKa IIPOrPeccu-
POBaHUA ITATOJIOTUH ITOYEK, 0COGeHHO Al
B coBpeMeHHBIX peKOMEeHAAIUAX IIPeJIo-
’KeHa cxeMa 0(pTaTbMOJIOTYeCKOro U ayfiy-
OMeTPHYECKOT0 00C/IeI0BAHMS MTAITEHTOB
C Y4€TOM BO3PAaCTHBIX PUCKOB IIOSABJICHU
9KCTPapeHAIbHBIX CUMIITOMOB.

CoBpeMeHHas TepanuA II03BOJIAET 3aMel-
JIUTH TEMIIbI CHIDKeHUA QYHKIIUU ITOYeK

npu CA. HesaBucuMO OT XapakTepa My-
TalUii JiedeHNe UHTUOUTOPAMU aHTHO-
TeH3MHOBOM CHCTeMbI yBeJIMYNBaeT II04ey-
HYIO0 BBDKMBAEMOCTh B CpeJHEM Ha 12 JieT.
OnxHako Tepamnus 6JI0KaTOpaMU aHTHOTeH-
3MHOBOMY CUCTEeMBI He BiIUfAeT Ha IIporpec-
CUpOBaHUe HeHPOCEeHCOPHOU TyTOyXOCTHU.
DKCIIePUMEHTATIBHO OBUIO MOKA3aHO, YTO
UHTUOUTOPHI SHJOTEINHA-A 3aMeJJIAI0T
pa3BUTHE TYTOYXOCTU ¥ YMEeHbIIAIOT IIPO-
TeWHYPUIO, YTO AejaeT UX MepPCIeKTUB-
HBIMU B Tepanuu nanueHToB ¢ CA. Ceifdac
uccnenyetcsa 3¢pHeKTUBHOCTh MTHTMOUTOPA
SHAOTeNNHa-A — aTpaceHTaHa (Affinity)
¥ KOMOVMHUPOBAHHOTO IIperapaTa NHIUOU-
TOPOB SHAOTENINHA-A U PellelITOPOB aHTHO-
TeH3UHa — criapceHTaHa (Duet u Duplex)
IIpY IPOTeMHYPUYeCKUX BapruaHTax Hepo-

naTui. JpyruM NoTeHIMaTIbHBIM MeTOZOM
JleueHUA HedPOIIATUM ABJIAETCA UCIIONb-
30BaHUe OJIOKATOPOB MIIOKO30-HATPHUEBBIX
KoTpaHcnopTepos Il Tuna: ncciegosanue
BKJIIOYIUIO HeGOJIbIIOe KOJIMYeCTBO GOJIb-
HbIX CA ¢ QOKaIbHO-CETMEeHTAapHBIM IJIOMe-
PYJIOCKJIEPO30M U IIOKAa3ajJI0 CHUXKeHUe
IIPOTeMHYPUU Ha 40 % OT UCXOLHOIO YPOBHA
4gepes 4,5 MeC Tepaluu.

OrpoMHBIe yCWUINA HalpaBJeHbI Ha IIO-
VICKU METOJIOB JIeYeHUsl, CIIOCOOHBIX Kap-
JUHATBHO U3MEHUTDb IIPOTHO3 3a00JIeBa-
HuyA A1t nanueHToB ¢ CA. ITo mHuIpaTuse
¥ Gnarofjaps MOAAep:KKe MaIllueHTCKUX
opranusanuii CIIA, Aurnuu, ®pannumu,
Vtanmuu ObUIH CO3ZAHBI HayYHbIE KOH-
CyJIbTaTUBHBIE I'PYINbI U UHUITUAPOBAHbBI
UCCNIeJOBAHUA II0 U3Y4YeHUI0 JaHHOU
narosioruu. C 2013 I. IpOBOJATCA MeX-
JyHapOAHble CUMIIO3UYMBI C y4yacTUeM
KJIMHULVCTOB, YYeHbIX, IIPe/ICTaBUTeIeN
HanyeHTOB U (papMareBTUIeCcKUX KOMIIa-
HUI i1 0OMeHa 3HAHUSAMU, OIpeJe/IeHUS
HAIIpaBJIeHUNA U O0beNVHEeHUsd YCUINi
B UCCIeJ0BAaHUAX.

CoBpeMeHHbIE JOCTIDKEHUS B 00JIaCTH T'eH-
HOM Tepanuy MoJapwIy HaJleXkAy 1 Maly-
eHTaM ¢ CA. DKCIIepUMEeHTAaJIbHO IIpoJe-
MOHCTpUPOBaHa 3¢ HEeKTUBHOCTH IPAMON
(MmopmpuIIMpyIOmaa dKCIIpeccus reHOB
COI4A3, COL4A4, COI4A5) 1 HeIIpAMOH (MOAU-
(punupyromas sKCIpeccua reHoB, BIUAIO-
IUX Ha IPOrpecCUpoBaHye 3a00JIeBaHMA:
LAMA2, COL4A6) rerHoM Tepanuu CA, OCHO-
BaHHOU Ha CRISPR/Cas9-akTUBUpyIOIIEeH
U UHTUOUpYIOIeil TexHomoruax. OCHOB-
HOM 3a7adeli Ha CeTOTHAINTHUM AeHb ABJIA-
eTcsa pa3paboTka MeToZoB JoctaBKu CRISPR/
Cas9-KoMIUIeKca HeIIOCPeJICTBEHHO B IIOYKM.

Kak 1 B ipyrux 06J1aCTSX METUIMHBI, TOTh-
KO O0beVHEHVe HAIIIKX YCIIUI TTO3BOJIAT
CIIPABUTBCA C 33/la4aMU, KOTOpbIe JI0 HelIaB-
HEero BpeMeHM Ka3aIUCh HepellaeMbIMU,
¥ OTKPBITh HOBYIO 3IIOXY I MAIIEHTOB

CCA.Q

ABTOp BbipaxaeT Npu3HaTeIbHOCTb Kosieram

w nayneHtam HVIKW negnatpum

um. akag. 10.E. Benbtuiyesa, J. Savige, O. Gross,
J.Boeckhaus, D. Gale, S. Daga, S. Gear, A. Cooper
n Alport Syndrome Alliance 3a npegoctaBieHHbie
marepuarbl v NOAAEPXKKY.

AN2A

Alport Syndrome Alliance

A global netwaork advancing treatments
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HACNEOCTBEHHbLI ®AKTOP

Onbra
CepreeBHa
FPO3HOBA

[.M.H., rMaBHbIN Hay4HbI COTPYAHWUK oTaena
[eTCKON Kapanonorum n aputmonormmn MIHctutyta
neguatpum um. t0.E. Benstuwesa ®rAoy BO
«PHUMY um. H.W. Muporosa MuHagpasa Poccumn»,
IMPEKTOp 6N1aroTBOPUTENLHOrO hoHAA MeAUKO-CO-
LpanbHbIX reHETUHECKUX MPOEKTOB MOMOLL
«[E@HOM XM3HW»

Jlioca
[MeTpocoBHa
MEJIMKAH

Hay4HbI COTPYAHMK OTAENa KAMHNYECKOW reHeTu-
kn NHctutyTa neguatpum nm. tO.E. Benbtuilesa
®rAQY BO «PHUMY um. H.W. Muporoea MuH-
3apasa Poccun», Bpad-reHeTuk, 4neH Poccuiickoro
obLuecTBa MeAULMHCKNX FrEHETUKOB

Ennzaeeta
OneroeHa
BOHOAPYYK

[MaBHbI cneumanncT 6naroTBopUTeNbHOro OoHAa
MEAMKO-CoLManbHbIX FEHETUYECKUX MPOEKTOB
nomMoLuy «FeHOM XU3HU»

KAKUM NMYTEM NATHU

KoHeuyHO, X0OTeJI0Ch 6B Cpa3y MOIYIUTH
IIOJIHOE, BCceoObeMITIONIee IIPeACTaBIeHIe
0 TeHOMe U OBbITh YBePeHHBIMHU, YTO HIYETO
He mpomymeHo. Ho omrata momo6HOTO
’KeJIaHUA He Bcerza 10 KapMaHy poAuTe-
JIsiM 60bHOTO. EC/IN 32 aHAIW3 IUIATUT
ceMbs NALlMeHTa, Bpad CTapaeTca MUHU-
MU3UPOBATh TPAThl U Ha3HAYUTH Ooyiee
JlellleBOe UCC/IeloBaHVe KOHKPeTHOI'O F'eHa
VUTU TIaHeJIU TeHOB. [Ipu HeKOTOphIX 3a60-
JIeBaHUAX TAKOHU IOAXOJ, yCIIellleH, IpUu
JPYTUX — 3aCTaBJfAeT CeMbIO II0C/IeloBa-
TEJIFHO OIUIAaYUBATh LIeJIBIN HaGOp reHe-
TUYeCKUX TeCTOB, KOTOPBIM B KOHIle KOH-
1I0B 3aBepIINTCA UCCIeJOBAaHMEM reHoMa.
Takoll yTh HAMHOTI'O JOPOXKe U JyINHHee,
yeM IepBUYHOe HCCIIeloBaHUe TeHoMa.
Yro ke npenmnodects? [lonmpobyem ocBe-
TUTb COCTOAHNE N BAPDUAHTLI PEUICHUA
MpO0GJIEMBL.

VcxomHO reHeTHYeCKYe U3bICKaHUA IIPOBO-
JIWIVCh HAa YPOBHE ceMel, U TeHeTHKa YeJIo-
BeKa MHOTOMY Hay4YWIach B paMKax ceMe-
HBIX HCCIefoBaHUM. CeMeNHbIN ITOAXO0]T
TIO3BOJIWJI HAKOIIUTh UH(POpMAITUIO O pe-
KUX FeHeTUYeCKUX fedeKTax, IPUBOJALIIIX
K BBIDQXXEHHbIM U3MEeHEeHUAM (peHoTHUIIa
(COBOKYITHOCTY BHEITHUX U BHYTPEHHUX
IIPU3HAKOB opranusma). Kak mpaswio, sTu
JIedeKThl HapyIIaloT CYUThIBAaHUE TIOCTIe-
JoBaTeJbHOCTEI OeJIKa, YTO BHI3bIBAET
¢opmMupoBaHMe Y3HABAEMbIX ITPOSBIEHUN
3a0omeBauus. ITo JaHHbIM KaTamora OMIM
(Online Mendelian Inheritance in Man,
MeHpeneBcKoe HacaeOBaHUE Y YeJIoBeKa
OHJIAIH), K HACTOAIIEMY BpeMeHU OITUCAHO
OKOJIO 4 TBICTY PAa3JIMYHbIX T'eHOB, (opMuU-
pyoImux GeHOTUI MOAOGHBIM 06Pa30M.
CerofHs U3BECTHO 0oJjiee 8 THICAY HACTE/I-
CTBEHHBIX 3200 I€BaHUI.

V3HaYaIbHO IIPEICTABIIAIOCH, YTO TeHETH-
YEeCKUI aHAJIN3 JIETKO OIPEeeIUT OfIHO3HAY-
HBII ¥ OKOHYATEeJIbHBINI AUArHO3 OOIBHOTO.
Ho Bce 0Ka3ayoch He COBCEM TaK: II0 Mepe
HaKOIUICHU FeHeTUYEeCKUX JaHHbIX U BO-
BJIEYEHUA B 00CIIeOBAHU BCe OOJIBIIETO

C reHOMOM MO XU3HW

Kakoe reHeTun4deckoe uccrefoBaHne npearovyects A5 NOATBEPXXAEHUS AnarHo3a
HacnencTBeHHoro 3abonesanns? C aTUM BOMNPOCOM CTaJIKMBAKOTCS BCe Bpayun, Ha3Ha-
yaroLme reHeTn4deckoe obceriefoBaHmne cBomm naumeHTam. OTBET HEOAHO3HA4Y€eH rpexae
BCEro rnoTomMy, 4T0 CTOMMOCTb Pa3/in4HbIX METOLOB reHEeTUYECKOro UCCie[oBaHus
OT/INHAETCs Ha NMopsiAKM, a 06513aTe/IbHOE MEAULIMHCKOE CTPaxoBaHNe He MOKPbIBAeT
COOTBETCTBYKLLiee 06C/ieJoBaHMe.

KOJIM4YecTBa Jitofiel, BBIACHUIOCH, UTO CyIIe-
CTBYIOT He TOJIBKO IIPOCThIe U OJHO3HAay-
Hble B3aMMOCBA3Y FeHOTUIIA U (DeHOTHUIIA,
HO U Oojiee CJIOXKHBIE B3aWMOZEUCTBUA
reHoB. Euu caM mpoliecc ceKBeHUPOBa-
HUA TeHOMa Ilepeliesl B paspsaf, pyTUHHOIO,
TO aHAJIM3 Y MHTePIIpeTaLysA Pe3yJIbTaTOB
OKa3aJIMCh OYeHb CJIOKHOM 3a/ladeii O MHO-
TMMU OTPaHUYEHUAMU U OTOBOpKaMu. [Ipu-
4eM CJI0’KHOCTb COCTOUT He B BBIABIEHUU
TeHeTU4eCKHX BaPUAHTOB (paHee BMeCTO
«BAPUAHTBI» TOBOPWIU «<MyTallUN», TO €CTh
y4acTku usMeHeHHo /IHK) u reroTunu-
poBaHUHU, a B QYHKIIMOHAJIBHON UHTEp-
IpeTaluy BBIABIEHHBIX T€HETUYECKUX
HapyIIeHUuH.

BONPOCbLI MHTEPMPETALUN

IIpy MHTepIpeTaliui MOJEKYIAPHO-Te-

HeTU4YeCKHX 3aKII0YeHUI MPaKTUKYIOIIe

BpayU CTAJIKUBAIOTCA CO CIeAyIOIUMU

TPYAHOCTAMMU:

® HEOJHO3HAaYHOCTh JMATHO3a II0 Pe3yJlb-
TaTaM MOJIEKYJIAPHO-TeHeTUIeCKOT0 HC-
CJIefloBaHUA (HaIIpuMep, BBIABIEHO He-
CKOJIBKO BapMaHTOB PA3/IMYHbIX T€HOB,
KOTOpBbIe MOTYT IIPUBOAUTD K Pa3BUTHUIO
H“MeloIerocs 3ab6oyIeBaHuA);

® pe3ynbTaThl MOJEKYJIAPHO-TeHeTUdec-
KOT'0 MICCIEIOBAHMA B Pa3HBIX JIaboparto-
PUAX OTINYAIOTCA;

® y JejioBeKa 0e3 KIMHWYEeCKUX IIPOsABIIe-
HUY 3a00J1eBaHYA MIMEIOTCA ITaTOreHHbIe
BapUaHTHI (JIOXKHOHETaTUBHBII (heHOTHII);

® BLIABJICHHBII BAPUAHT KOHKPETHOTO re-
Ha COIIPOBOXKIAeTCA PasHbIM (PeHOTHU-
TIOM (FaKe B paMKax OJHOI ceMbu);

¢y GOJILHOTO C IPKUM (eHOTUIIOM Hacte-
JIyeMOro B ceMbe 3a00IeBaHus He 00Ha-

DPY’KeHO IIaTOTeHHBIX/BEPOSTHO IIaTOreH-
HBIX BADUAHTOB;

® >THYecKue MpobieMbl 0OHAPOTOBAHUA
BEPOSITHOCTU DPa3BUTUA TsKENbIX Ha-
CJIeICTBEHHBIX 3a00JIeBaHUI Y peOeHKa.

PaccMOTpUM NIPUYMHBI IOABJIEHUA STUX
CIIOXKHOCTell. MyTHpoBaHUe — 3TO ecTe-
CTBEHHOE CBOMCTBO JIe30KCHPHUOOHYKIIeH-
HOBOM KUUIOTHI (PHC. 1, 2), cCOCTaBJIAIOIIEN
OCHOBY reHoMa 4ejoBeKa. CIIOHTaHHbIe
MyTaIlu{ BO3HUKAIOT CaMOIIPOM3BOJIBHO
Ha NIPOTKeHUU Bcel KU3HU OpraHu3Ma
B HOPMAaJbHBIX YCJIOBUAX OKPYXKalo-
meu cpefbl C YaCcTOTOM OKojio 10°-10-12
Ha HYKJIEOTH], 32 OFHY KJIeTOYHYIO reHe-
pauuio. Mytanusa B cOMaTUYeCKOU KJIeTKe
He IIPUBOAUT K M3MeHeHMAM BO BCeM Opra-
HM3Me, a BOT B IIOJIOBOM — BBI3bIBAaeT M3Me-
HeHNe CBOMCTB BCero OpraHrn3Ma-TIoTOMKaA.
MyTanuu (puc. 3) CIydailHbl 1 BOBHUKAIOT
He3aBHCHUMO OT BO3ZeMCTBUA TOro ¢ak-
TOpPa, K KOTOPOMY OHU IIO3BOJLAIOT ITPUCIIO-
COOUTBCA WIN, HAIIPOTUB, He JAIOT 3TOTO
czenaTb. OfHAKO HECOMHEHHO, YTO BEpOAT-
HOCTb ¥ BOBMOXKHOCTD TeX WU UHBIX MyTa-
UM 3aBUCAT U OT CBOMCTB KOHKPETHOIO
TeHOTHUIIA (OPTaHU3Ma).

B reHoMe 4desioBeKa COIEPXKUTCA OKOJIO
20000-25000 aKTUBHBIX reHOB (Mexay-
HapOAHBIN KOHCOPIWYM IO CeKBeHHUPOBa-
HUIO TeHOMa, 2004). PaKTUIeCKU TOJIbKO
1,5 % Bcero reHeTUYeCKOIo MaTeprasa 4e-
JIOBEKa KOJMPyeT CHTe3 OeTKOB WIN QYHK-
nuoHaitbHbIe PHK, a octanbHasa yacts JTHK
ABJIAETCA HeKOAMPYIOIell, HO OHa Urpaet
BOKHEUIIYIO POJIb B IO Iep:KaHUU 1eI0CT-
HOCTU Te€HOMa, PeryJIAIUU aKTUBHOCTU

HuarHocTnyeckas LLeHHOCTb NOSIHOreHOMHOro
CEKBEHMPOBAHUA Y AeTEN MOXET ObITb 3HAYUTESIbHO
yBenu4yeHa npuv nccrnegoBaHnn Tpex reHoMoB (CaMoro
pebeHka n ero poautenen). NogobHbIN BapuaHT
reHEeTMYeCKOro uccrnegoBaHusa NO3BOJIAET BbIABUTb
NPUYNHHBIN FTeHeTUYEeCKUM gedeKT gaxke npu Hesipko
BbIpa>XEHHbIX DEHOTUNE N KITIMHUYECKOWN CUMMNTOMATUKE

Y BKJIIOYEHUM reHoB. Hamu sHaHuA 06 5TUX
98,5 % reHoMa II0Ka ellle HeJJoOCTaTOYHbI.

Ha ¢peHOTHIIITIECKOE TTPOSABIEHE 3a00IIe-

BaHUA IIPU BO3HUKHOBEHUU MyTallly BJIU-

AIOT Pasjau4dHbIe (PAKTOPBI:

® AKTUBHOCTb MHOI'MIX T€HOB IIO/IBepKeHa
BJILAIHUIO U3BHE;

® (CylIecTBYeT HeofHO3HaYHasA MoJiesIb B3a-
UMOJIeNICTBUA TeHOB CO CBOMM OKpY»Ke-
HUeM npu GopMUpOBaHUU (PEHOTHUIIA;

® IMeIOTCA BO3MOXXHOCTH BIMAHUA Ha Qop-
MUpoOBaHUe (peHOTHIIA KIETKU 3a CYeT
MEXaHH3MOB, He 3aTParuBaloIlIyX II0CIe-
noBarenbHOCTU JTHK.

Hanuuue reHOB-perysaTopoB, 3¢ deKT pac-
TOJI0XKeHUA reHa, Hea((deKTUBHAA Tep-
MUHaIMA ero CYUTBIBAHUA U Apyrue 3IH-
reHeTH4YecKue (paKTOPbI MOTYT CO3/aBaTh
WLTIO3UIO «3[[OPOBOTO» GOJTFHOTO reHa.

K wioueBbIM mpoGiieMaM, KOTOpbIe Celi-
4ac CTOAT IlepeJ FreHeTUKAMU, OTHOCATCA
He TOJIBKO HamboJjiee IIOJTHOe OGHapyXXe-
HUe BCeBO3MOXKHBIX BAPUAHTOB CTPOEHUA
JHK u TouHOe mporHo3upoBaHue QyHK-
IIVMOHAIBbHBIX 3Q()EeKTOB 3TUX BAPUAHTOB,
HO U OLleHKa BJIMAHUA B3aUMOZEeNCTBUA
TeHOB U dIUreHeTHUYeCcKUX (PaKToOpoB
Ha BO3MOXXHOCTb U aKTUBHOCTD IIpOYTe-
HUA TeHa.

s pelieHUs 3TUX MPOOJIEM TreHeThde-
CKUe UCCIeJOBAaHUA JNOJKHBI IepeuTu
HAa YPOBEHb aHAIM3A PECYPCOB OMOBAHKOB,
BBICOKOITPOU3BOAUTEbHBIX TEXHOJIOTHH
aHaJIM3a TeHOMA U BBIUMCIEHU, KOTOPbIE
IIO3BOJIAT OLI€HUBATH 6OJII)I_[II/Ie OJaHHBbIE
(big data). B reHOMHBIX UCCIIeOBAaHUAX
YesloBeKa BO3HUKJIA HOBAasA MapafiurMma:
BHUMaHUe CIIeNUATUCTOB IIPUBJIEYeHO
K He3K30HHBIM 00JIaCTSIM reHOMa (KOTOphIe
He 33/IefICTBOBAHbBI B KOJUPOBAHUH ITI0CIe-
JIOBaTEIbHOCTEN OeJIKA), K OI[eHKe B3au-
MOJIECTBUA 3TUX 00JIaCTel MeXIy co60
¥V UX BIUSHUIO Ha OeJIOK-KOAUPYIOIIHe
YYaCTKHU.

PEBOJTIOLUA B TEHETUKE

ﬂOCTyHHOCTb CEeKBE€HUPOBAHUA BCEro
reHOMa yJKe Ceif4ac COBepIIAeT PEeBOIIOIHIO
B 00JIaCTY TeHEeTUKU YeIoBeKa 6rarofaps
IIPOBEIEHUI0 BCECTOPOHHUX MCCIIEL0Ba-
HUM, B KOTOPBIX [TOABEPTAIOTCS aHAIU3Y
BCe KJIACCHI BapUaIuii B MaciuTabe BCero
reHOMa II0 BCeMY CIIeKTPY YaCTOT AJUIeNIei.

YTO MBI IIOJIyYUM B pe3y/IbTaTe 3TUX HOBBIX
TeXHUYEeCKX BO3MOKHOCTe? B mmease st
HAC CTAaHeT MOHATHBIM MEeXaHU3M peajn3a-
nuu gedeKToB CTPOeHUs TeHOB U HeKOAU-
PyIOIIUX 06JIacTell reHOMA U UX (peHOTUIH-
YecKas peayusanys.

VMmeloT U pa3jIyuyHble BApUAHTHI TeHe-
TUYECKOI'0 TeCTUPOBAHUSA (XPOMOCOMHBIN
MUKpPOMaTpUYHBIN aHanu3 — XMA; nos-
HO3K30MHOe ceKkBeHHMpoBaHue — WES
¥ IIOJIHOTEHOMHOE CeKBeHHPOBaHHE —
WGS, puc. 4) pa3Hyio 3HaYUMOCTb B BBbLAB-
JIeHUU IPUYUHHBIX MyTanuil y geTreiu



Ileguatpuda cerogua N© 3 (22) 2022

HACINEOCTBEHHbIV ®AKTOP

C IIOJI03peHreM Ha reHeTHYecKoe 3aboire-
BaHUe? I OTBeTa Ha 3TOT BOIPOC ObLI
IIpOBeJleH MeTaaHIN3 37 UCCIef0BaHUMN
c yuactueM 20068 feTell ¢ mogo3peHueM
Ha reHeTHYeCcKoe 3aboeBanue. JInarHoCcTu-
YecKas HeHHocTb WGS oka3zasachk Ha 14 %
oosbire, yeM WES, 1 GbLIa Ka4eCTBEHHO
(mpakTHU4YecKu B 4 pasa) Bbllle, yeM y XMA.
ITo cpaBHeHnuro ¢ WES puarnocruyeckas
nosie3aHoCcTb WGS ¢ uUHTepIiperanuen
B MeJUIIMHCKUX HAayYHO-KINHUYECKUX
yupexgeHUSAX ObLIa KadueCTBEHHO
BbIIIIe (IOYTU Ha 45 %), 4eM y pedepeHc-
JIaGOPaTOPUIA; 3TO pasiMyure OKa3aIoCh

B OyayiieM. BeccriopHoO, omoBeleHue
0 MONOGHBIX pe3yIbTaTaX OKaKeT Hera-
TUBHOE IICUXOJIOTNYeCKOe BO3LeHCTBUe
HAa UCUIelyeMOro U ero CeMbIo.

B TO Xe BpeMs B GOJIBITUHCTBE CIydaeB
WGS 1103BOJIsIeT CBOEBPEMEHHO CTaBUTh
CJIOXKHBIe [UATHO3bI, KOTOphIe He yAaeTcsa
MOATBEPAUTE C IIOMOIIBI0 KAaKUX-TUOO
JIPYIUX TUAaTHOCTUYECKUX WHCTPYMEH-
TOB. DTO MOXXeT CIIOCOOCTBOBATH paHHEMY/
CBOEBPEeMeHHOMY Havyasy >XU3HeHHO BaXK-
HOT0 JIeyeHU NalyeHTa. VIMeHHO B CBA3U
C TAKUMU HaXOJKaMU HEKOTOPhIe UCCIIe-

PucyHok 1, 2. Cnnpans OHK

3HAYUTEeIbHBIM CPeAU UCCIeJOBaHUH, OILy-
GJIMKOBaHHBIX B ITOCJIeHMeE rofbl. KinHp-
yeckas rmosnesHocts WGS 6bu1a Ha 58,8 %
BbIIe, yeM WES. Vcxona U3 MOoydYeHHBIX
Ppe3yJIbTaTOB, aBTOPBI IPUIILTA K BBIBOAY,
uyro WGS u WES wiemyeT paccMaTpuBaTh
KaK TeHOMHBIe TeCThI IepBOY JIMHUHU [
JleTell C TOflo3peHreM Ha TeHeTHudecKue
3ab0yIeBaHuUsA.

JuarHoctudeckas neHHocTb WGS y meTeit
MOZKeT ObITh 3HAYUTETbLHO YBeIMYeHa IIPU
HWCCIIEIOBAaHUU TPeX TeHOMOB (peGeHOK
u poputenu). [logoOHBIN BapUaHT reHe-
THUYECKOI'0 MCC/IeIOBAHMS ITO3BOJISIET BEI-
SIBUTH IPUYUHHBINA TeHeTUYeCKUH JedexT
JlaxKe IIPU HeAAPKO BbIPa:KeHHBIX peHOoTUIIe
U KIMHUYECKON CUMITOMaTHuKe. B 65 %
CJIy4aeB 3TO MO3BOJIAET MOBJUATh Ha IIpU-
HATUe KIMHUYeCKUX pellleHUuY U Ha K-
HUYeCKOe BelleHre OOJILHOIrO, BKIIOYAA
U3MeHeHVe MeTO/IOB JIedeHUs, yX0/a U[WiIu
HeoOXOAMMOCTb IOAKIIOYEeHIA ITa/UIUATAB-
HOM ITOMOIIIH.

I[IpoBegenue WGS gact HaM HaMHOTO
6ospiie WHGOPMAIMU O TeHOMeE, YeM
HY’KHO B HACTOSIIWI MOMEHT JIJIA II0CTa-
HOBKHU KJIMHUYECKOIo Auarsosa. lccie-
JIOBaTeI OTMETIUIU OOJIBIIION Pa3phIB
MeXJy pe3yJbTaToM OuonHpoOpMaTH-
YeCcKOT0 aHajiWu3a ¥ TeMU CBeJeHUAMU,
KOTOpBbIe OTpa)KeHbI B 3aK/II0UeHUU BpaJa-
reHeTuka. [Ipo6iemMa UMeHHO B U30BITOY-
HOCTH MHbOpManuy, KOTOpas MOXeT
ObITH HeGe3pasaInyHa st 06CIeIyeMOro.
Pe3ynbTaT MOJIHOTeHOMHOI'O aHanIM3a,
KOTOPBIM He ITOABePICcs UHTepIIpeTaluu
BPaYOM-TeHeTHUKOM, IIOYTHU BCErAa sBJIA-
eTCA MOPAJIbHO TPAaBMUPYIOITUM KaK I
KJIVMHULOVCTA, TaK U 1A ITalueHTa. DTo
CBSI3aHO C TeM, YTO y BCeX 00CIeayeMbIX
0OHAPYKUBAIOTCS OOIITUPHbIE U3MeHEeHUsI
reHoMa. OZHU U3 HUX C OOJIBIION BEPOAT-
HOCTBIO MOTYT BBI3BaTh O0JI€3Hb, ApyTHe
TIOYTH HaBepHsKa OyAyT ZOOpOKavYeCTBeH-
HBIMU, a MeX/JIy 3TUMU IAByMs KpaKrHoO-
CTAMU PACIIOIATAETCA ellle I[eJIbI CIIeKTP
Pa3IUYHBIX TPafjalivi.

ITo JAaHHBIM MEAUIMHCKUX IIyOJIUKaI[AHT,
o 2,85 % (peHOTUIIUYECKU 3J0POBBIX
JleTell, IOABePTIINXCA IIOJTHOTe HOMHOMY
HCCIeJOBAHUIO, UMEIOT OAHO3HAYHO I1aTO-
JIOTUYEeCKUEe MYTalluu I'eHOB, KOTOpPbIe
BBI3OBYT Y HUX CHMIITOMBI 3a00/IeBaHUS

JOBATEJIN JAXe MPeJaraloT pyTUHHOE
HICITOJIb30BAHME TEHOMUKU JJIsA mpodu-
JIAKTUKU OOJIe3Hel.

FMABHbIE NMPOBJIEMbI

IIpu xwimHUYecKoM TecTupoBaHuu WGS
MOTYT BO3HHUKHYTb TPY OCHOBHBIE IIPOG-
JIEMBL.

Bo-mepBBIX, MAIMEHTHI U POAUTENHU
JIOJDKHBI IOHUMATh OTPAHUYEHUs CeKBe-
HUpOBaHUA. Hampumep, HEKOTOpbIe
METOJbl He BBISABJSIOT TPAHCIOKAI[UU,

3HAYEHUe It JUATHOCTUKU PeI[eCCUBHBIX
3a60/IeBaHUI.

BO-BTOPFHIX, CJI03KHO HOJEPKUBATh aK-
TyalbHYI0 NHGOPMAINIO 000 BCeX U3BECT-
HBIX TeHEeTUYeCKUX 3a001eBaHuAX. LeHT-
PATM30BAHHOTO XPAHWININA BCEX PEIKIX
U CBA3aHHBIX C OOJIE3HAMU BAPUAHTOB ITOKa
He CyIecTByeT. IMeHHO ITI09TOMY MHTep-
MpeTaIy Pa3HbIX TeHeTUUYeCKUX JIabopa-
TOPUI MOTYT OTJIMYATHCA.

B-TpeThux, mocrynHoctb WGS MoxeT
IIPYBECTU K 3HAUYUTEJIbHOMY U He Bcerja
000CHOBAHHOMY POCTY YHUCJIA TECTOB
0 HaIpaBJIeHUIO CBePXOCTOPOXKHBIX
Bpadell. Takoe yBeln4YeHHe He TOJBKO
TIOBBICUT PAacXOAbl HA 3Z[paBOOXpaHeHUe,
HO U IIOfIBeprHeT NallleHTOB (PU3NIecKuM
¥ IICUXOJIOTUYEeCKUM PUCKaM, CBA3aHHBIM
C U30BITOYHBIM TECTUPOBAHUEM.

Texaonmorua WGS 6BICTPO YIydIIaeTcs,
Kak U 6a3bl JJAHHBIX, II03BOJIAIOIINE Ootee
TOYHO MHTEPIPeTUPOBATh Pe3yJIbTaThl.
ITosTOMy ONTHUMHU3anUA aeKBAaTHOCTHU
OLIeHKU UCCIeOBAaHUA IIOJTHOTO TeHOMa —
5TO AOCTHKUMAS LeJIb.

HampapiieHre naniieHTa Ha TeHeTUIeCcKoe
TeCTUPOBaHMe — HeoTheMyIeMasA COCTaBIIA-
01IaA JUaTHOCTUKY B neguatpuu. CTaH-
JIapT JledeHUs 9acTo MPeACTaBIAeT CO60M
TPYZO€MKUU IT03TaIIHbIN OJXO0/, BKJIIOYa-
IOIU XpPOMOCOMHBIM MUKPOMAaTPUYHBINI
aHaIN3, IaHeJIV TeHOB, YTO He BCer/a Ipu-
BOAUT K OGHAPY)KeHUIO IPUYUHEI 3a601e-
BaHusA. WGS obecriedrBaeT KOMIUIEKCHYIO
wiatopMy A1 TeCTUPOBAHUA, KOTOpasA
MO>KeT YIIPOCTUTDb OLIeHKY BBIABIEHHbBIX
reHeTUYeCKUX HapyIIeHUH, yKa3aTh Ha Jie-
JKaIIyio B OCHOBe 60JIe3HU reHeTHIeCKyI0
IIOJIOMKY U 00JIETYUTh WHTEPIPEeTAIHIO
UMeIOMMXCA KINHUYEeCKUX HapylIeHU.

IIpu cpaBHeHUM AMArHOCTUYECKUX BO3-
MoxHOCTel 1 oxBaTa WGS c pesyibraTaMu
TeHeTUYeCKOIr0 TeCTUPOBaHUA, UMeIo-
MU MeHBbITUIN 0XBaT, CTAHOBUTCA O4e-
BUAHO, YTo WGS 4yarnie 1mo3BoJisieT BLIAB-
JATHh IPUYUHY HACJHeLCTBEHHOTO
3a00JIeBaHUA B CPaBHEHUU C TAaKUMU
UCCIeA0BAHUAMY, KaK IIaHeJU I'eHOB,
CeKBeHHpOBaHUe 3k30Ma, XMA. BapuaHThI
CTPYKTYPHBIX U HESK30HHBIX IIOCIeH0Ba-
TeJILHOCTEeH, a TaKXKe U3MeHeHU MUTO-
xoHzpuansHout JHK B mojapifgiomem
OOJILIITUHCTBE CJIyIaeB MOTYT ObITh OOHA-
PYXeHbl TOJBKO IPU UCCIeLOBAHUU
reHoMa.

Tak Kakoe jKe TeHeTHYeCKOe HCCIeq0Ba-
HHUe mnpepnodects? Jloporoe U mosHOE
WCCIeJOBaHMe TeHOMa WK GoJiee JiellieBoe
C YaCTUYHBIM IOKPBITEM CTPAaXOBKOI?
Eciiu 661 BOIIPOC He YIIUPAICA B OILIATY,
OHO3HAYHO MPEeAIOYTUTENbHBIM ObLUTO ObI
VICCJIeIOBAaHYIe TeHOMA C ITUPOKUM IOKPHI-
TieM. OGJIerYUTh BOIPOC GUHAHCUPOBA-
HUA CTOJIb JOPOTOTO UCCIEA0BAHUA MOTYT
0J1arOTBOPUTEIbHbIE HEKOMMEPUYECKUE
OpPraHU3aIuy, HanpuMep OJaroTBOpU-
TeJbHBIA (POHJ MeZUKO-COIUATBHBIX
reHeTUYeCKUX MIPOEeKTOB oMo «[eHoM
kus3Hu». POHJ CylecTByeT ABa roja,
CHenuaIn3upyeTcs Ha GUHAHCUPOBAHUYI
TIOJITHOTEHOMHOTO CeKBEHUPOBAHUA IJIA
JeTel ¢ HaCIeACTBEHHBIMU 3a00/IeBaHU-
SIMM, 2 TAK)Ke UX POACTBEHHUKOB IT€PBOL
Y BTOPOU CTelleHel POJCTBA, CyNPYKeCKUX
rap ¥ GyAyIIux MaM.

O6GpaTtuthbca B (DOHA MOXKHO BHE 3aBUCH-
MOCTH OT MaTepUAIbHOMN 00eCITe4eHHOCTHI
ceMbU. JJis1 3TOro HEOOXOANMO UMETh MeIU-
IMHCKYIO BBIMVCKY C yKa3aHUeM Ha Hacje-
CTBEHHbII XapaKTep 3a00JIeBaHUA U PEKO-
MEeHJJAITUIO Bpada IIPOBECTH UCCIe[JOBAHE
reHOMa.

¢

PucyHok 4. [lonHoreHoMHoe
CeKBEHUpoBaHue

OospIIve AYIIMKAUWUN WIHN JeJelnHu,
TMOBTOPBI YHCJIA KOIUU WIU U3OBITOY-
Hble IIOBTOPHI TpuiuieTa. Korga B ogHOM
U TOM ’Ke TeHe UJeHTU(PUITUPYIOTCA IBe
Bapuanuu, HeKoTopble aHaausbl WGS
He MOTYT YCTAaHOBUTb, HAXOAATCA JIN 3TU
BapUaIluy B KOIUAX reHa Ha Pa3HbIX XPO-
MOCOMAaxX WU B OJHOI U TOM 2Ke KOIUU
reHa. DTO pas3jInyuve UMeeT pelialoliee

HyBUK
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¢ MepBbii B Poccnn' pekoMOUHaHTHBIM hakTop CBEPTbIBaHUS
kpoBu VIl 4-ro nokoneHusn?, Noy4eHHbIN 13 KNETOYHOMN
JIMHUW YenioBeKa
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FDA (STN 12555510), 9 0kTGps 2014 1. 3. MHCTPYXUAS 10 MEAVLIMHCKOMY TPUMEHeHYI0 NleKapCTBeHHoro fpenapara Hyeuk, PO 2021

oclfapharmar

NPOTENHOB YenoBeKa

Mlepen HasHaueHvem npenapata Hysik, NOXanyiicTa, 03HaKoMbTeC
¢ peiicTBylowei Bepcuei NoApOBHOI MHCTPYKLUN
110 MeAVLMHCKOMY NPUMEHEHNIO, yTBepXAeHHON B PO

Pexnama
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Hay4yHo-uccnepoBaTteslbCKOMY
KJINHNYECKOMY UHCTUTYTY
neauatpum — 95 ner!

Hay4Ho-uccnenoBatesnbCkmni KIIMHNYECKUA MHCTUTYT neaguatpun nmeHn akagemuvka f0.E. Benbtniyesa ®rAQ0Y BO
«PHUMY um. H.U. Nuporosa» (paHee — 'ocy[apCTBEHHbIVI HAYYHbIN UHCTUTYT OXPaHbl 3[0P0Bbs AETEV U N04POCTKOB
Hapkomsgpasa PCOCP) otmeyvaeT cBovi 95-netHuvi tobunevi. IHCTuTyT Becerga 6bis1 cBoero poga gunvaniom MuH3gpasa
Poccnn B opraHnsaymm MeguumHCKovi noMoLm getckomy HaceneHuio (bronn. HK3 Ne 5, 1928 r.), akTMBHO 3aHnMarcs
paspaboTKoU HayYHO-METOANYECKMX MOAXOLO0B K PELLEHUIO aKTyaslbHbIX 3aa4 neguaTpum.

OmMuTpuii AHaTonbeBnY

MOPO30B

[A.M.H., npocbeccop, ampekTop HAKN negmatpumn
uMm. akag. 10.E. Benstuwesa OrAQY BO «PHUMY

M. H.W. Mnporosa», rnaeHbI BHELLTATHbIA AETCKUI
xvpypr Munsgpasa P®

Jlapuca CtenaHoBHa

BAJIEBA

.M.H., npocbeccop, 3acny>xeHHbIn Bpad Poccun,
3aB. OTAENOM paanaLVoHHON SKONAToNorum
npetckoro Bospacta HAKW negnatpun

uMm. akag. l0.E. Benstuwesa ®rAQY BO «PHUMY
M. H.W. Muporosa» MuHsppasa P®

Mapwua AnekcaHgposHa
LLUKOJIbBHUKOBA

J.M.H., npocbeccop, Hay4HbIn pykoBoauTens HUKA
neguatpum um. akag. tO0.E. Benstuiiesa ®FAQOY BO

«PH/MY um. H.W. Muporosa», rnaeHbI
BHeLUTaTHbIN AeTckui kapanonor MuHsgpasa PO

Bnagumnp BuktopoBuy

OJnH

[.M.H., Nnpodheccop, 3aMecTuTesb AupeKTopa

no Hay4How pabote B neguatpum HAKN negmatpun

um. akag. t0.E. Benstuwiesa ®rAQY BO «PHUMY
M. H.N. Muporosa» Munsgpasa P®

KOpuit JleoHnpoBu4

MU3EPHULIKNN

.M.H., npocbeccop, 3aB. OTAENIOM XPOHNHECKMX,
BOCNAUTESbHBIX U annepruieckmnx 60ne3Hemn nerkmx
HWKW nepnatpuv um. akag,. tO0.E. BenbtuLiesa
®rAOY BO «PHUMY um. H.N. Muporoea»
MwuHspgpasa PO

Mropbe AnekcangpoBumy

KOBAJIEB

[.M.H., npocbeccop, 3amecTUTenNb AnpeKTopa

no ne4ebHow Hay4Hon pa6ote HUKW nepuatpun

uMm. akag. l0.E. Benstuwesa ®rAQY BO «PHUMY
M. H.N. Muporosa» MuHsgpasa P®

NMEPBLIE WWAT'A

Pemrenvie 06 opraHuzanuu locyfapcTBeH-
HOT'O Hay4YHOI'O MHCTUTYTA OXPAHBI 30PO-
BbA fleTell 1 onpocTkoB (O3ull) nmenu
Jecarunerrs OKTAGPBCKON PeBOIOINN
Ha 6ase psaAfa IepeJoOBBIX YIpeXAeHUI
Hapkom3zapaBa 6bUTI0 IPUHATO HA 3acela-
"M CoBeTa HapOIHbBIX KomuccapoB PCOPCP
16 HOAGP: 1927 roza. [IepBbIM JUPEKTOPOM
uHCTUTYTa cTan EBrenutit Ilerposuy Pagun
(1927-1931). 3aTeM B pa3Hble TOfbI 3TOT ITOCT

3aHUMAJIA U3BeCTHbIe yueHble —A.D. Arago-
HOB (1942-1944), C.I1. bopucos (1946-1954),
A.Il. YepHukoBa (1958-1963), 10.E. Besb-
Tumes (1969-1997), A.J. Llaperoponiies
(1997-2014), M.A. llIlkonpHUKOBA (2014
2016), B.B. limuH (2016-2021), [I.A. Mopo3oB
(c 2021 ropa 110 HacTosAIIee BpeMs).

B mepBbIe rogbl paboThI JeATeTbHOCTh
MHCTUTYTA ObUIA HallpaBJieHa Ha M3ydeHue
BO3PACTHBIX aHATOMO-(U3NOIOTUIECKIX
0COOEHHOCTe JleTell U MIOAPOCTKOB, Gop-
MHUPOBaHNe HOBBIX IIOAXONOB K TUTHEHe,
BOCIIUTAaHUIO, GU3NIECKOU KyJIbType, pas-
PabOTKy HayIHBIX OCHOB CHCTEMBbI OXPaHbI
370POBbA JleTell B Halllell CTpaHe.

ITlepBBIM PYKOBOAMTEIEM OTZeJIa OXPaHBI
3l0pPOBbA AeTel U IOAPOCTKOB (OTAesna
COITMAJIbHOM IaTOJIOTUM) CTAN 3aCIy>KeH-
HBIH fesATeNlb HayKy, Ipodeccop A.B. Moib-
KOB — BBIJAIOIMIUICA NIpeACTaBUTeNb
POCCUMCKOU 3eMCKOM MequiiuHbl. C ero
VMeHeM CBA3aHO pa3BUTHE COIUATIbHOMI
TUTUEeHbI, TUTUEeHEI leTell U ITOAPOCTKOB,
IIKOJIBHOW TMTHeHbl. MHOTHE COTPYIHUKU
MHCTUTYTa IPUHUMAJIY y4acTue B pa3pa-
6OTKe IIepBOTO B MUpe IMATWIETHETO IUIaHa
PasBUTUA [LETCKOTO 34PaBOOXPAHEHUA.
CienyeT OTMeTUTh PaboOTy akKajeMUKa
A.T. IaHoBa-CMOJIEHCKOTO, KOTOPBIHI
B 1928 rogy opraHM30BaI B MHCTUTYTE IIep-
BYIO B CTPaHe JIAG0PaTOPHUIO 110 NCCIeN0Ba-
HMIO BO3PacTHOU (PU3HOIOTHM.

NOBOEHHbIV NEPUOA

B oBOeHHbIe Tofibl B MHCTUTYTe pa3paba-
ThIBAJIICh HOPMATUBBI PA3JIMYHBIX BUZI0B
Jie4eOGHO-TPOPMIAKTUYECKON ITOMOIITU
JleTAM, TUIIOBble IITaTHble HOPMAaTWBbI
JULA eTCKUX JiedeOHbIX YIPeXXKAeHUH U X
ocHameHus (A.L. LlediuiH u Ap.). BugHbie
(pusnonoru coBpeMeHHOCTH (aKafeMUK
JI.C.llITepH, 3aCIy:KEHHBIH JleATeTb HAYKH,
npodeccop H0.I1. PposioB U [p.) 3aI0KIIA
OCHOBBI BO3PACTHOM (DU3UOIOTHH PeGeHKa.

B 1940 roay MHCTUTYT O0O0BeTUHUICS
¢ MOCKOBCKUM O0GJIaCTHBIM WHCTUTY-
TOM O3J0POBJIEHUsS DaHHero JeTCTBa.
B pesynbraTe ObUI cO37aH 1|eHTPATbHbBII
Hay4YHO-MCCJIelOBaTeIbCKUN MefuaTpu-
yeckui MHCTUTYT Hapkomagpasa PCOCP.
Havanuck MHTEHCUBHBIE HCCIeLOBAHUA
B 00JIACTH BO3PACTHON MOPGOIOTUU. DTY
paboTy moj pyKOBOACTBOM mpodeccopa
B.I lllTechko mpoBOAMIIA TPYIIIIA YU€HBIX —
O.IL.T'puropoga, ®.9. Aretiuenko, JI.0. Burn-
HeBenkasda, A.U. Ctpykos. B ocHOByY paspa-
6O0TOK OBLI ITOJIOXKEH IIPUHIVII eAMHCTBA
Mopdosorun 1 GyHKIMU. B nanbHelmem
OoJIbIIIOe BIMSHME HA HallpaB/IeHUs Hayd-
HBIX UCCIIeL0BAaHUU MOpPQOJIOoTUIecKon

JIabopaTOPUU OKAa3asl KPYITHeMIIUi IaTo-
JIOTOAHATOM COBPEMEHHOCTH — aKaIeMUK
M.A. CKBOpPLIOB.

IMox pykoBoacTBOM ITpodeccopa M.A. Apmias-
CKOT'O BBITIOJIHEHBI dKCIIePUMeHTaJIbHbIe
PaboThI, Kacarouyecss MeXaHU3MOB ITEPBOTO
BJIOXa MJIaJIEHITa, 0COOeHHOCTell MHHePBa-
VY »KeTyJOYHO-KUIIIeYHOI'0 TPaKTa B pas-
JINYHbIe BO3PaCTHbIE IIePHOABI JEeTCTBA.
BonpImoe BHIMaHMe VIeLUIoCh pa3paboTke
CPeJiCTB U MeTOZIOB (PU3NYeCKOT0 Pa3BUTUA
U BOCIIUTAHUA JeTe.

[TpuHMMas y4acTe B pellleHNU CJI0XKHBIX
poGeM pa3BUTHUSA He TOIBKO 3IPaBOOX-
paHeHUs, HO U CTPaHBbI B IIeJIOM, UHCTUTYT
AKTUBHO IIPOBOAWI UCC/IEJOBAHUS, YTOOBI
pa3paboTaTh HOPMBI IUTAHUS JIeTel pas-
JIMYHBIX BO3PAcTHBIX I'pynil. Ilox pyko-
BoACTBOM ITpodeccopa M.U. OyseBCcKoOro
Ha OCHOBe YIVIyOJIEHHOTO M3y4eHUs pas-
JIMYHBIX BUJOB OOMeHA BelecTB U OKUC-
JINTEJIbHBIX IIPOIIeCCOB V I'PYAHBIX AeTei
OBbUIO HAYYHO 0GOCHOBAHO ONITUMAIBHOE
coflepKaHue B UX PaIlioHe GeTKOB, YKUPOB,
YIJIeBOZOB, MUHEPAJIbHbIX COIeM.

00BEeAVHEHHOHN C ITOJIUKINHUKOM, 3a1a4l
IIpeeMCTBEHHOCTH B OOCITYKUBAHUU AeTel
B ACUIAX U IOJIMK/INHYKe, IOKa3aHuA U IPo-
TUBOIIOKA3aHMA JJI HallpaBJIeHU: AeTel
B caHaTopuy. ITOroM 5TOM MHOTOILIAHO-
BOH JIeATeIbHOCTH ABWIOCh OOOCHOBAHYE
JIedeHUA AeTel Ha BceX dTallax: AeTcKasd
TIOJINKJIMHUKA — CTaI[MOHAp — CIIelyalIu-
3UPOBAaHHbBIM CAHATOPU.

Jlo BHexppeHUA aHTUOMOTHUKOB 06T
HOM npo6sreMoii 6bu1a 60pH6a C JETCKIMU
uHpexknmuamu. Ha 6ase o6pas3mnoBoiu
JIETCKOU OOJNbHUIIBI (HbIHE — MOPO030B-
CKas JleTcKasg TOPOJCKasA KIMHUYeCKas
6orbHUIIA MOCKBBI) 6bLIa OPraHU30BaHA
KJIMHUKA JAeTCKUX UH(peKIUuil, ee BO3-
IJIABWIN BBIJAIOINMECA IeJHaTphl CBO-
ero BpemeHu — npodeccopa A.A. Kucenb
u A.A. KorreinuH (oto 1).

3acryXeHHbIH AedATeslb HayKu, mpodeccop
A.A. Kucenb ogHOBpeMeHHO ObUI U TIep-
BBIM Hay4YHBIM JAMPEKTOPOM UHCTUTYTA.
IlTupoTa ero HAyYHLIX TO3HAHUU U UHTe-
PecoB eMCTBUTENBHO Nopaxana. K uyncry
€ro IOCTHKeHNI OTHOCATCA ITepBble OIINCa-

®doto 1. Hay4yHble gupekTopa nHctutyTta A.A. Kucenb (1928-1938)
n A.A. KontbinmH (1938-1942) (cneea Hanpago)

VIHCTUTYT CTaJ HUOHEPOM B pa3paboTKe
CTaHAAPTOB (U3UYECKOTO Pa3BUTHA JIeTell.
Ha ocHOBe pe3y/IbTaToB, ITOMyYeHHbBIX IIPU
U3yYeHUU 0COOeHHOCTel pa3sBUTUA CTa-
TUYECKUX U ABUTATEIbHBIX (PYHKIUI,
COCTAaBJISUIUCh TTOCOOUA U PYKOBOZACTBA
110 (pU3UYEeCKOMY BOCIIUTAHUIO leTel paH-
HeTo U JIOITKOJILHOTO Bo3pacTa. Beutr 060-
CHOBaHBI BOIIPOCHI METUITMTHCKOTO 06CITy-
JKUBaHUSA IeTell B IIKOJIAX, pa3paboTaHbl
(hopMmBbI JieSTeTEHOCTH AETCKOM OObHMUIIBL,

HUA KJIMHUYECKOW CUMIITOMAaTHUKU TyOep-
KyJIe3HOM MHTOKCHUKAIIUM U MUKCeeMbl
y ZeTell, cepledHO-Ty6epPKy/Ie3HOTro IIUp-
po3a Ie4eH! (M3BeCTHOTO B IUTepaType Kak
cugapoM IOtunu). OH KoKasal, 4To Xopes
ABJIAETCA OFHUM U3 NIPOABJIEHUN peBMa-
THU3Ma, Pa3paboTayl KPUTEPHUH AKTUBHON
(aspl peBMaTH3Ma y AeTell, IOIyInBIIAe
BIIOCJIEZICTBUM MeXIyHapOoA4HOe IIpU3Ha-
HUe U U3BeCTHbIe Tellepb KaK KPUTEPUU
Kucena— Ixonca— Hecreposa. OrpoMHOM
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3aCIyroi AsleKcaHapa AHapeeBrnya ObUIa
OpraHU3alMA CUCTEeMbI IIpOoPrIaKTIye-
CKUX MEePOIIPUATHUI IIPOTUB TyOepKyie3a
U peBMaTH3Ma, YTO IIPUBEJIO K CyIIeCTBeH-
HOMY CHIDKEHUIO PacIpOCTPaHeHHOCTHU
oTux 6oj1e3Hel B Poccuu. A.A. Kucenb BHeC
GOJIBIIION BKJIAJ, B M3yUeHVe MEHIHTOKOK-
KOBOY MH(EKINHU U IPEIJIOKII ee KJIaCcCU-
¢ukaruio. HacranBas Ha HeOOXOOUMOCTH
OIIeHUBAThb COCTOSAHUE 3[J0POBbA He TOIBKO
pebeHKa, HO U ero popuTesell, AJeKCaHAp
AHIpeeBUY 3aJI0KWI OCHOBBI CeMeMHOMU
MeJIUIUHBI U TeHeaJIOTUYeCcKOro aHaIu3a
B IefiuaTpuu. KpbUIaThIM CTalIo BbhIpake-
Hue A.A. Kucesa: <Hazmo j1edutsh He 00jI€3Hb,
a 6OJILHOTO.

3aury:KeHHBIU JedATeslb HayKu, Ipodeccop
A.A.KonteimuH, cmeHuBmmu A.A. Kucesrsa
Ha 0CTy HAy9HOTO AVPEeKTOpa MHCTUTYTA,
CO3JaJ1 eiVHbIe IPUHIUIBI KIacCu(pUKa-
Y MHGEKIMOHHBIX 0oJIe3Hel y JeTei
C y4eTOM THUIIA, TSKECTU U TedeHUs 3a60-
JIeBaHUA. DTU IPUHIMNBI He IIOTepAIn
CBOero 3HayeHU: U B Hamu AHU. He ytpa-
TIWIA TAKXKe CBOET0 HayYHO-IIPAKTUYECKOTO
3HadeHUA Teopud A.A. KorTeIHA 0 Tpex
OCHOBHBIX JIUHUAX IIaToreHe3a UH)eKIU-
OHHOTO Ipoljecca (TOKCUKO3, ajjleprus-,
CeIICHC), OTKPBIBIIAA HOBbIE BO3MOXKHOCTHU
JUIA U3y4eHUA CBA3M OCTPBIX UH(EeKITNOH-
HBIX U XPOHUYECKUX BOCHAIUTEIbHBIX
3abosieBaHuUii y feTeit. A.A. KonThimuH 3aimo-
>KIUI OCHOBBI &JUIePIrOJIOTUYeCKOI0 HallpaB-
JIeHUA B IIeANIaTPUH, BIIepBbIe OIMCAJI CUM-
MaTUKYC- U Baryc-(pas3pl HHPEKIYOHHOIO
mpoliecca, MPU3HAKU «MH(EKIMOHHOIO»
cepzia. Bompeku o01eIpUHATOMY TOLA
MHEHUIO O BeAyllell posii U 3HAYeHUU
STHOJIOrnYecKoro ¢pakTopa B IaToreHese
nH(peKIUOHHOTO 3a60meBanys, A.A. KOnThI-
TIVH U IIPeJICTaBUTeNIN €T0 HayYHOM IITKOJIbI
BBIIBUHYJIM ¥ 0O0CHOBAIY IIPEJICTaBIeHIe
0 pPOJIU MaKpoopraHusMa, B YaCTHOCTU
COCTOSHUSA €TI0 peaKTUBHOCTH, B TOM, KaKoe
TeyeHUe IPUOOPeTaloT NHGEKINOHHbIe
60JIe3HM.

BecoMbIil BKJIQJ, B HAYYHO-KJIMHUYECKHe
KCCIeJOBAHUS MHCTUTYTA BHECIH PabOThI
TI0 PasBUTHUIO JIeTCKOW PeHTIeHOJIOTUH IIO7,
pyxoBozcTBoM npodeccopa H.A. ITaHoBa.
BriepBble B cTpaHe GbUIO BHITIOJIHEHO PEHT-
TeHOKOHTPACTHOE HCCIefl0BaHNe GPOHXOB.
CTouT OTMETHUTB, YTO YK€ B JJOBOEHHBIE
rofbl B MHCTUTYTE CTapTOBAIM HUCCIeN0-
BaHMA II0 JeTCKOU OpToNeAnH, AeTCKOM
IICUXOHEBPOJIOTHHY, IIKOJIbHOW I'UTHeHe,
KOTOpBIe B JATbHEHIIIeM IOTyIYIn PasBU-
THe KaK CaMOCTOSTeIbHbIE JUCITAIUINHEIL.

BO BPEMS U NOCNE BOWHbI

Kak u Bce coBeTCKUe JIIOAU, COTPYIHUKU
WHCTUTYTa BHECIU CBOM BKJIAJ B mobeny
B Bestukoit OTeuecTBeHHOU BOIHe (1941—
1945). Cpenu ee BetepanoB — C.IO. Kara-
HOB, lO.A. flIkynuHn, B.I.IlupBuHAT,
O.H. Muzepuunkada, B.M. [lepxaBuH,
H.B. lorenp, C.M.TI'pombax, A.Il. Yep-
HukoBa, H.A.Ilanos, K.II. Kupgas,
WN.H. Anamkus, K.A. CoTHUKOBa, B.A. Kpa-
cukoBa, M.A. CoxkosnoBa, M.Jl. CTériouKknHa,
A.C.Makapos, I'I1. Jlecuna, I1.H. Muxaii-
JoBa u MHorue apyrue (http:/[pedklin.ru/
bessmertnyj-polk-instituta).

HecMoTpA Ha TPpyZHOCTH BO@HHOIO Bpe-
MeHH, 3a60Ta O JeTSIX OCTABAIACh 3a/avelt
TOCyZapCTBEHHOIO 3HadeHUA. B Hadaie
1942 rojia B CTeHaX UHCTUTYTAa paboTaIu
IOYTH BCe BeJylnue ydeHble-eJuaTpsl,
HaxoguBmueca B Mockse (H.U.Jlanro-
Boi, 1.E. Maiisens, I.T. Illosute, J1.11. JleGe-
neB, C.J. TeppoBckuii, C.I. 3BAruHIIEBa
u Jip.). bbul opranusoBaH clenuaabHbIN
otmen perckoro nutanusA (F0.K. [Tosrresa),
VUHTEHCUBHO UCCIeNOBaIU IuPTeputo

¥ 0COOEHHOCTU TeUYeHUA APYTrux uHpek-
IIMOHHBIX 3a00/IeBaHUH y TeTel. IHCTUTYT
He 3aKPbIBAJICA HU Ha OAUH JIeHb.

MHorue u3 TexX, KTo paboTal B UHCTUTYTe
B IIOCJIeBOEHHbIE TOJIbI, IPOIILIH Yepes rop-
HIWIO BOMHBI U JOGJIECTHBIHN TPYA Ha 060-
POHHBIX IPEANPUATUAX B THULY CTPAHBL.
DTO GHUTH JIIOAY 0c0060i 3akanku! [Ipomo-
JKWINCh UCUIeJOBAHUA 10 JeTCKOMY PeB-
MaTusMmy (3.11. OnenbMaH), Ty6epKyIe3HOMY
MeHUHTUTY U nnonuomuenury ([.C. dyrep).

MHoOro BHUMaHUA yAeIAI0Ch U3YIeHUIO
KUIIeYHbIX UHGEeKIUN, JU3eHTepUH, ThKe-
JbIX GOpM AUPTEepUN U Kpyna y AeTel.
Monorpadwusa npodeccopa C.H. Pozanosa,
TOCBATIeHHAA JU(TePUHHOMY KpYITy, ObUTa
yrocroeHa npemuu umeHu H.®. dutarosa.
B TeyeHue MHOIHUX JIET BOIPOCHI TUTU-
€HBbI JIeTCKOTO BO3PacTa Pa3pabaThIBAINCh
B MHCTUTYTe IOZ, PyKOBOACTBOM BHJHOTO
y4aeHoro, mpodeccopa C.M. pombaxa.

B 1946 rogy mocT pyKOBOZUTENA 3aHAI
apodeccop C.IT. bopucos. C ero mpuxomom
B LleHTpe mpoOIeMaTUKU UCCIeT0BAHUI
OKa3aJIach JIeTOYHAs MATOJIOTUA — GopbOa
C OCTPOY U XPOHUYECKOUN ITHEBMOHUeEH,
OpPOHXHAIBHON acTMOI. byay4uu 3ameva-
TesbHBIM KJImHUNDUCcTOM, C.II. Bopucos
OoJIbIIIOe BHUMAaHUeE yIeJsil IOATOTOBKeE
¥ BOCIIUTaHMIO MOJIOABIX KaJ[pOB, TBOpYe-
CKol aTMoc(epe B KoJUTeKTUBe. Beipociias
Ipu HeM B IIpo¢eCCHOHAIBHOM OTHOIIIe-
HUM IUIeAla MOJIOZeXKU IOIOIHWIIA PALBL
COTPYOHUKOB UHCTUTYTA, COCTAaBUB KOCTAK
HAay4YHOI'O0 KOJUIGKTHMBA HAa MHOTHE IOJbI
BIIEpef.

HOBAf{ 3MOXA

HoBbIl 3Tam B UCTOPUU yUpeXKJeHU:d
HavyajJIcsa B HosA6pe 1965 roma, Korza
VHCTUTYT OBbUI peOpraHn30BaH B MOCKOB-
ckuii HUU neguaTpuu U JeTCKOM XUpyp-
ruu Munsapasa PCOCP. ChopmupoBaHo
XUpyprudeckoe IofpasjejieHue IIOJ,
06IIUM PYKOBOACTBOM 3aCJy:KEHHOTO
Jearena Hayku PO, mpodeccopa B.M. [lep-
’KaBUHA. B 5TOM noApaszeneHuu Tpygu-
jauch xupypru B.B. l'aBpromos, B.M. baia-
ruH, A.E.3Barunnes, H.M. Kougpamus,
A.3.Manesud, B.M. Ceprees, A.I. Ilyrayés
u 1p. B ceHTs16pe 1969 ropa JUpeKTOpOM
WHCTUTYTa OBLI Ha3HadeH Ipodeccop
IOpuit EBrenreBud BesnbTuies, KOTO-
poMy IIPEACTOANI0 AaKTUBU3UPOBATh Jed-
TeJIbHOCTh yUPEeXJeHUs, IPOBECTU CTPYK-
TypHble U3MeHeHU JJIA PellleHUA HOBBIX
Hay4YHBIX 337]la4, COOTBETCTBOBABIINX Tpe-
6oBaHuAM BpeMeHU (doTo 2). B yecTn
50-1eTHUA CO AHA OPTaHU3ALU UHCTUTYT
6bL1 HarpakaeH Opaernom TpymoBoro Kpac-
HOTO 3HaMeHM.

BriepBble B Hallell cTpaHe 110 MHUIIATUBe
akamemuka PAMH, npodeccopa I0.E. Besb-
THUIIeBa OBLIM OTKPBITHL CTAaI[MOHAp
Ha 20 KOeK U1 OOJIbHBIX HaC/IeCTBEHHOMN
TaTOJIOTHeN (PyKOBOAUTENIb — IIpOodeccop
10.1. bapamrHeB) u KIWHUKA JJIA Hepo-
JIOTMYeCKUX OOJBHBIX Ha 30 KOeK (PyKo-
Boguresb — npodeccop M.C. IrHaToBa).
B 1984 ropy coszmaH oTAelN HacleICTBeH-
HBIX 3a00JIeBaHUI CepIeIHO-COCYAUCTOMN
CUCTeMBI (PYKOBOAUTeENIb — IIpodeccop
H.A. beloKOHB) U KJIMHHUKA IIO0 AUAarHO-
CTUKe CJIOKHBIX KINHUYECKUX CUTya-
U — KJIMHUKO-IMAarHOCTUYecKoe OT-
JIeneHue (pyKoBoauTenab — mpodeccop
M.B. KyGeprep), peopraHu3oBaHsI J1a6o-
paTopuy KIIMHUYECKOM OMOXUMUM (PYKO-
BOoAuTeNb — Ipodeccop A.A. AHaHEHKO),
KJINHUYECKON MMMYHOJOTUU U UMMY-
HOXUMUM (PYKOBOJUTENbL — IIpodeccop
J.B. Credanu), MmeMGpaHOIOTHU (PYKO-
Boputenb — npodeccop O.5. CBATKUHA).

doTo 2. Akagemnk PAMH, npo-
deccop O.E. Benbtuwies
(OVpeKTop UHCTUTYTa

B 1969-1997 rr.)

Co3flaHa LeHTPAJIW30BaHHAA OHOXMMHU-
YecKasa jJabopaTopus IO AMATHOCTHKeE
HaCIeICTBEHHBIX Oosie3Hell. OpraHn30BaH
oTnesn HaygyHou nHpopmanuu. ChopMupo-
BaH KPYIIHBIN HayYHO-OPraHU3AI[MOHHBIN
OoTAeN (PyKOBOAUTENIb — 3aCHy>KeHHBIH
Bpad P®, npodeccop B.IL. BeTpos) u3 ye-
TBIPEX OTAeJIeHUI: aMOyJIaTOPHO-TIOTUK-
JIMTHUYeCKON MOMOIIY (PYKOBOZUTENb —
I.C.'paueBa), DBM-a1marHoCcTUKYU (PyKOBO-
guresib — npodeccop M.B. KuimHckas),
CaHATOPHO-KyPOPTHOTIO JIe4eHUA (pyKo-
BojguTenb — Inpodeccop H.B. Jorens),
OPraHU3aIOHHO-MEeTOANIECKOTO OTZesIe-
HusA (pyxkosogurens — JI.C. banesa). IIpo-
M30LUIa PEOPraHU3alUsa XUPYPIrUIeCKUX
HOJpas/ieJIeHVH. DTH IIPe06pasoBaHKA aKTH-
BU3HUPOBAIN HAyYHO-OPTaHU3ALVIOHHYIO
JleITe/IbHOCTh MHCTUTYTA.

ByZIy4qy TOIOBHBIM NeAaTPUYECKUM ydIpe-
XAeHreM MUH3paBa, UHCTUTYT KOOPIU-
HUPOBAJ BCIO HAYYHO-UCCIeJOBATEIbCKYIO
pabory HMU u By30B 110 IIe[UaTPUU U JieT-
ckol xupypruu B Poccuiickout ®enepa-
LIMH. 3aMeCTUTeIAMU JUPeKTopa II0 HayKe
B 3TOT INepuoj, ABJIAJUCH U3BeCTHBIE
npodeccopa C.}I0. Karanos (1966-1969),
10.1. Bapamses (1970-1987), B.I1. Berpos
(1987-2008).

®doTo 3. 3acnyxeHHbin Bpa4 PO,
npodeccop A.[. Llaperopogues
(OupekTop MHCTUTYTa

B 1997-2013 rr.)

Hemasnoe BHUMaHMe yAesioch IIOJTOTOBKe
Hay4YHBIX KaZIpOB II0 IIporpaMMam Iocie-
BY30BCKOI'O (OpAMHATYpa, aCIUPaHTypa)
U JOIIOJTHUTEILHOIO IPodeCcCOHAIBHOIO
o6paszoBaHua. YeTKylo paboTy y4eHOU
YacTy 06ecreunBaIu yueHble CeKpeTapu
H.B. Pygueno (1967-1974), 1.A. EpmakoBa
(1974-1984), 3.K. 3emsraHCcKasA (c 1984 roga
110 HacToAllee BpeMs).

Bpems moATBepAMIIO Liesiecoo6pa3HOCTh
U IIepCIeKTUBHOCThL 3TUX IIpeobpaso-
BaHUM. [lonyuymau pasBUTHUE HOBBIe
HaIpaBJIeHNA — KINHUYeCKasa TeHeTHKa,

He(dpoIoryA, KapAUoJIOrys, HEOHATOIOTHA,
HeBPOJIOTHA, MEJUIIMHCKAA HH(HOPMAaTHKA
¥ aBTOMaTHU3aIlHs.

CoTpyAHMKAMU UHCTUTYTA ObLUIU IVIABHbIE
CrienuaIrcTbl MUHUCTEPCTBA 3[paBOOXpa-
HEeHUs, OHM MHOTO CZIeJIaiy JJIA Pa3BUTHUA
MEeIUITMHCKOM ITOMOIIM JeTAM B Poccum.
Cpeny HUX — IVIaBHbIe IleAuaTpbl MuH-
3apasa PO M.B. JKumHckasa, K.A. COTHUKOBa,
T.M. ToimikoBa, JI.C. basieBa (mo3gHee — Iias-
HBIH CITEITAAIUCT 10 MEeIUKO-COITUATHHOM
akcreptuse), A.Jl. LJlaperopo/iies; IJIaBHbIe
JeTckue xupypru Munsgpasa PO —B.M. lep-
’kaBUH U B.M. PO3UHOB; IVIaBHbIE JIETCKUE
HeBposioru MuHszzapasa PO —I0.A. fIKyHuH,
D.U. AAImMnionbcKasd; IIaBHbIE JeTCKUE Kap-
JFIOPEeBMaTOJIOTH/KapAYIOIOry MUH3ApaBa
P® — H.A. benokonb, M.A. IIIKOTbHUKOBA;
IJIaBHble HeoHaTosioru MuHsgpasa PO —
['M. lemenTreBa, O.H. benora, .U. PromuHa;
IJIABHbBIM IeTCKUH ITyJTbMOHOJIOT MUH3paBa
P® — 10.JI. MuzepHUIIKUI; [JIABHBIU JIeT-
CKUI reHeTUK MuHsgpasa PO — I1.B. Ho-
BUKOB U JI.

B MOMEHTBI TAKeJIbIX UCIIbITAHUN UHCTU-
TYT BCerJla OKa3bIBAICA Ha IlepelHeM Kpae
TIOMOIIM IOCTPAJaBIINM B O4arax 4Ype3Bbl-
YaWHBIX CUTyallul: B MOMEHT BCIIBIIIKH
BUY-uadexnuu B Boiarorpase u diaucre,
BO BpeMs «dMUJIeMUU KeJITyX HesCHOIO
TreHe3a» Yy HOBOPOXKJEHHBIX B AJITAVICKOM
Kpae, ocjie aBapuu Ha YepHOOBUIBCKOM
ADC, IpyTUX TeXHOT€HHBIX U MHOTO PoJia
KaTtacTtpod.

Ha 6a3e MHCTUTYTa OPraHU30BAHO U Peop-
TaHM30BaHO 10 HAyYHO-IPAKTUYECKUX
IIEHTPOB B Pa3HBIX 00JIACTAX IeUATPUH,
nojiep)kaHa pabora CymecTBOBABIINX
(esepasbHBIX IIEHTPOB, B TOM YMCIIe IIep-
Boro B EBpome ®esepasbHOro JeTCKOIO
HayYHO-IIPAKTUYECKOI'o IleHTpa JAUarHo-
CTUKU U JIedeHUd HapylIeHuM cepjedy-
HOTO pUTMa (pyKoBogUTeIb — Ipodeccop
M.A. llIkonbHUKOBA) U JleTCKOro Hay4HO-
IIPAKTUYEeCKOTr0 LIeHTpa MPOTUBOpaAaly-
OHHOM 3aIIUTHI (PYKOBOZUTENIb — IIpodec-
cop JI.C. basieBa).

B urose 1997 roga MHCTUTYT BO3IJIaBUII
3acIyKeHHBIN Bpau Poccuu, npodeccop
Anexcanzp JImurpuesud Llaperopozaies
(doto 3). ITox ero pyKOBOACTBOM KOJLIEK-
TUB aKTUBHO BKJIIOUWICA B BBINIOJIHEHYE
(penepanbHbIX IporpamMm «Jetu Poccum»,
«letu CeBepar, «JleTU-UHBAIUABD, «JleT
YepHOOBUI» U Jp. B 2008 romy 3amecTuTe-
JieM JYIpeKTopa II0 HayKe CTaj IIpodeccop
B.B. liiuiH.

ITocne opranmusamuu MYC Poccuu nHCTH-
TYT CTaJI TOJIOBHBIM yupexaeHueM Bcepoc-
CUVICKOU CIIY»KOBbI METUITUHBI KaTacTPod
110 OKA3aHUIO MeIUIIMHCKOU IIOMOIIY JeTSAM
B Ype3BbIYANHBIX CUTYallUAX, a XUPYPIU-
YecKue IofipasfeieHus (PyKOBOSUTENb —
npodeccop B.M. PO3THOB) — OCHOBHOM KJIU-
HUYeCKOU 6a30ii BcepoccuiicKoro meHTpa
MeIUITUHBI KaTacTpod «3armuTay.

Jlo suBaps 2014 roxa Ha 6a3e MHCTUTYTA
ycrentHo GyHKITMOHUPOBAJ AVICCepTaLy-
OHHBIU COBET I10 CIIeIUAILHOCTAM «IIeIH-
aTpUsA» U «JeTCKad XUpyprud». ToIbKo
3a mocyiegHue 15 jeT paboThI coBeTa GbUIO
3amuineHo 6oee 220 (!) KAaHAUAATCKUX
U JOKTOPCKUX ANCCePTaIUM.

NEPMOA NEPEMEH

B 2014 roay, cormacHo npukasy MuHsgpasa
P® (N2394 01 21.06.2013), UHCTUTYT BIIWICA
B CTPYKTypy Poccuiickoro HamuoHamb-
HOI'0 MCCIeA0BATEIhCKOIO0 MEAUIITMHCKOIO

IIpodanncerue Ha cmp. 12
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NCTOPUA MEOVLNHDBI

Hay4yHo-uccneposatesibCKOMY KJIMHUYECKOMY
MHCTUTYTY neauatpum — 95 ner!

Oxonuanue, Hauano Ha cmp. 10

yHuBepcutera uM. H.M. ITuporosa B Kade-
CcTBe 000CO0JIEHHOTO CTPYKTYPHOTO TIOJ-
paszenenus «HaydHo-uccIe[oBaTeIbCKUN
KJIMHUYeCKUN UHCTUTYT NeJuaTpUU».
OnHOBpeMeHHO XMpyprudeckue Ioapasze-
JICHU UHCTUTYTA BBIAEIINCE B CAMOCTO-
ATEJIbHYIO0 YHUBEPCUTETCKYIO KIMHUKY —
HUU xupypruu AeTCKoro Bo3pacra (Toxe
B coctaBe PHIMY um. H.U. Iluporosa).
B aaBape 2014 roga HUKU neguatpuu
Bo3rnaswia npogeccop M.A. lIkonpHU-
koBa (Poto 4). biaromapsa ee HeuccAka-
eMOll PHepIuu U YCUIUAM KOJUIEKTUBA
MHCTUTYT YCIIeIITHO IIPEOZ0JIeN] TPYAHOCTHA
IIepexoHOT0 IIepUOZa U BhIIIe] Ha HOBBIU
YPOBeHb HAyIHOU U KIIMHIYEeCKOU PaboThI.
B 2016 roxy npu nopiepKKe MUHUCTPA
3gpaBooxpaneHusa Poccuu B.U. CkBOp-
IIOBOM MHCTUTYTY ObUIO IPHCBOEHO UM
akagzemuka IO.E. BenpTHumiena, 4To CTaIO
HOBBIM CTUMYJIOM /I Pa3BUTHA HAIIUX
Hay4YHBIX IIKOJ.

[Tepuog ¢ 2014 1o 2016 rog, CTaI IIOUCTHAHE
Gecrperie/IeHTHBIM B UICTOPUU MHCTUTYTA
TI0 MaCIITabaM U CKOPOCTY ITepeMeH: ObLIH
OTKPBITHI HOBBbIE Hay4YHbIe HAllpaBJIeHUA,
BHeJIpeHbI HOBbIe MeTO/IbI CIIeIIUaN3UPO-
BaHHOI, B TOM YK CJIe BBICOKOTEXHOJIOTI-
HOU, MeIUIIHCKON noMomu. UHCTUTYT
OHVM U3 NepBbIX B Poccuu cpeny Menu-
IIUHCKUX yYPeXJeHUU BHeJ]PUI MeK/IyHa-
POIHYIO CUCTEMY MEHeI>KMeHTa KayecTBa
U pacIpoCTpaHWJI ee Ha BCe MeIUIIVH-
CKUe U HeMeJUIIWHCKUe IIpoIecchl. bbur
OTKPBIT HOBBIH HAyYHBIN OTAE]I OUOWH-
¢dopMaTUKU, UCCIIeA0BAHbI HOBbIE TeHHO-
eHOTUIIUECKYIE CBA3U U IPUYUHBI pas-
BUTUA OphAHHOM! ITaTOJIOTUU. DTH YCIIeXU
TIOCJTYKJIM OCHOBOM JIJIs IIPOKOT'O BHEZIpe-
HUsI HOBBIX IIOJXOZOB K TUATHOCTHKE U Jiede-
HUIO JIeTel ¢ HaC/IeNCTBeHHbIMU 3a60/1eBa-
HUSAMU O0OMeHa, HePBHOI CUCTEMBI, TI0Y€EK,
CepALa, JIeTKUX, UCCIeTOBAHUIO CJIOMKHBIX
COYETAHHBIX TeHeTUYEeCKUX 3a00/IeBaHUIi
C IOJINOPTaHHBIMY ITOPKEHUAMMU.

VHCTUTYT NOATBEPAWI CBOE 3HAYE€HME aBTO-
PUTETHOTO METUIIMTHCKOTO LIeHTPa SKCIepT-
HOTO YPOBH, TJie CIIPABJIAIOTCA C Haubosiee
TPYAHBIMU I JUATHOCTUKU U JIeUeHUs
3a00JI€eBaHUAMY JE€TCKOTO BO3PacTa, KaK
IPaBWIO, UMEIOIMMU HacjeICTBeHHYIO
OCHOBY. B (hoKyce BHUMAaHUA CIIeIIUAINCTOB
UHCTUTYTA B IIepPBYIO Oo4epeab HaXOAATCA
mpo0GJIeMbl ZieTell ¢ HACAeACTBeHHbIMU
HapylnieHUsMHU oOMeHa, Pe3UCTEeHTHOU
K IPOTUBOCYLOPOXKHOUN Tepanuy SIHU-
JIeTIcHel, TOpMOHOpe3UCTeHTHBIMU He(pu-
TaMU, OIIACHBIMU JJIA YKNU3HU Cepﬂe‘{HLIMI/I
apUTMUAMU C BBICOKMM PUCKOM BHe3aITHOM
cepAeYHOU CMePTH, YMCTBEHHOU OTCTaJIO-
CTBI0, MUOTIATUAMHY, OPOHXUATBHOI acT-
MO, TUIepCeHCUTUBHBIM THEBMOHUTOM,
aHadwmIakcueu, CJIOKHBIMU (popMaMu
JIOP-naTonoruu, maTojoruei feTe, poaus-
IIUXCA C 9KCTPeMaJIBHO HU3KOM Maccou
TeJsa, U I[eJIbIM PAJOM JPYTrUX 3a6ojeBa-
Huil. CoBpeMeHHbIe TeXHOJIOTUY JedeHU s
JIeTel, pa3paboTaHHbIe U BHeJpeHHbIE

B UHCTUTYTE, IMO3BOJIAIOT CYIIECTBEHHO
YJIydIIUTh Ka9€CTBO »KU3HU ITAlTVIEHTOB.

COBPEMEHHbIW 3TAN

VHCTUTYT — Befiyliee B CTPaHe MeUIIVH-
CKOe yJdpeXk/leHHe dKCIIePTHOTO YPOBHA
II0 HaCJIeJCTBEHHBIM GO0JIe3HAM. 3/eCh
paboTaroT e[UHCTBEeHHbIE B CTPAHe JIeTCKHe
LeHTPHI II0 (aKoMaTo3aM, MHOIIATUAM,
TIepBUYHOM IWINAPHON JUCKUHEe3NU.

TIeAVaTPIYEeCKOT0 U XUPYPrIIecKoro Ipo-
(ruta, HayIHO-HCOTeJOBATEIbCKYEe TAG0PATO-
puUU (MONIEKy/LIPHON IUTOreHeTUKY HEPBHO-
TICUXUYECKUX 3200IeBaHu I, KIIMHUIEeCKOM
TeHOMUKHU U OMOMHGOPMATUKM), OTAEN
MH(POPMAIMOHHBIX TEXHOJIOTUHA Y MOHUTO-
PpUHTa (BKJIIOYAA TejleMe[UIINHY, MOHUTO-
PUIHT JUCIIaHCEPU3AI[UY IeTCKOTo Hacele-
HUS ¥ BPOXKAEHHBIX ITOPOKOB Pa3BUTHA),
DAL TONMUKIMHITIECKYX Y BCTIOMOTATETbHBIX
TIofpasfesieHU.

AKTUBHO pa3BUBaeTCAd XUPypTrUUYecKoe
HalpaBJieHHe JeATeJIbHOCTU UHCTUTYTA:
BHEZIPAIOTCA BBICOKOTEeXHOJIOTIHbIE XUPYP-
ru4ecKde M JUAarHOCTUYeCKHe MeTOJbl
B Helpo- ¥ KapANOXUPYPrUU, OTOJIAPUHIO-

|

=) &

»

B 2016—2021 rr.) (cneea Hanpaso)

®doTo 4. 3acnyxeHHbln geatens Haykn P®, npodeccop M.A. LLkonbHMKoBa
(onpektop B 2014-2016 rr., a ¢ 2016 r. — Hay4HbIA PYKOBOAMUTENb UHCTUTY-
Ta). 3acnyxeHHbin Bpa4 P®, npodeccop B.B. OnvH (ANPEKTOP MHCTUTYTa

B HOs16pe 2016 roga MHCTUTYT BO3IIABILLT
npodeccop B.B. liinu (porto 4), a Hayy-
HBIM PYKOBOJUTEJIEM yUpexX[eHUA cTajla
npodeccop M.A. llIkonpHUKOBA. be3 mpe-
YBeJIMYEeHMA MOKHO CKa3aTh, YTO B IOCIEA-
HUe rofibl 3Ha4UTeJIbHO BO3POC aBTOPUTET
uHCcTUTyTa cpenyt HUW 1 yapesxieHui ITpak-
THYeCKOT'0 3/ipaBOOXPaHeHUs:. B HeCKOIbKO
Pas BBIPOCJIO KOJIUYECTBO IYOJIUKAIUAN
B IIEHTPAIBHOMH IT€YaTH U 32 PyOeKOM (B TOM
4rcie MOHOrpaduii U PyKOBOACTB), KOJIITJe-
CTBO IIaTeHTOB U SKOHOMUYecKas OTAava.

ExxerogHo Ha 390 KOWKax WHCTUTYTA
TIOJIy4YalOT BHICOKOKBATU(UIIPOBAHHYIO
MEeIUIIMHCKYIO IIOMOIIL OT 11 10 14 ThICAY
JeTeil (eme 10 jieT Hasax ux ObUIO He Gosiee
6 TBICAY), a KOHCYJIbTaTUBHAA IIOMOIIb
OKa3bIBaeTCS ellle 45 ThICAYAM JeTeu
(B 2006 romy — 24,5 ThIC.). PyKOBOACTBO
CTOJIb OOJBIION KIWHUKOW WHCTUTYTA,
IpeJiCTaBJIAIoIIee BeCbMa (JIOXKHYIO 33/a4y,
BO3JI03KeHO Ha nmpodeccopa V.A. KoBasena.

CeroziHA MHCTUTYT ABJIAET COOON KPYITHBII
COBpPeMEeHHBIN KIMHUYEeCKUN U HAy4YHO-
UCCIeOBATeNIbCKUY KOMIUIEKC, B KOTOPDOM
Ha 6asze GoJree YeM JIBYX I€CATKOB KJIMHITIe-
CKUX OT/le/IeHnI QyHKIIMOHUPYeT HeCKOIBbKO
BCEPOCCUMCKUX HayJIHO-TIPAKTHYeCKUX LieH-
TPOB (B TOM YHCJIe IIPOTUBOPAIUAITMOHHOMN
3aIUTEI, IPOTUBOCYAOPOXKHBIN, HEPBHO-
MBIIIEYHOM TIaTOJIOTUH, ITyJIbMOHOJIOTUH,
HapylIIeHUuU cep/leyHOro puTMa, ¢pakoma-
TO30B), PaGOTAIOT HayYHbIe IO Pa3eIeHIId

JIOTHIH, YPOJIOTHH, IETCKOM XUPYPIUU U IPY-
X 00JIaCTAX.

KIMHUKY MHCTUTYTa OCHAIeHbI COBpeMeH-
HBIM BBICOKOTEXHOJIOTUYeCKUM JUaTrHO-
CTUYIECKUM U JIedeOHBIM 000pyJOBaHUEM,
BKJIIOYAsA MarHUTOPE30HAHCHBIM ToMorpad
3 Tecrna, aaruorpapuyeckue yCTaHOBKHY,
KOMIIbIOTePHBIU TOMOrpad u ap.

WHCTUTYT TOPAUTCA CBOUM YHUKATHHBIM
AKCIEPTHBIM COOOINECTBOM, CITOCOOHBIM

doTo 5. NMpodheccop
O.A. Mopo3os (gupekTop
mHctutyTta ¢ 2021 ropa
no HacTosLlee BpeMS)

peliaTh camble CJIOXKHbIe KIMHHAYeCKHe
3a71a4y, JIMSUPOBATh B pa3paboTKe MHOTHX
Hay4HbBIX HallpaBJIeHUIl TeAuaTpun. B cre-
Hax yIpeXXfeHUA ObUI COOPaH KOJUIEKTHUB
BBICOKOKBTU(PUIIMPOBAHHBIX CIEIAAIN-
CTOB: 34 mpo(eccopa U JOKTOpa MeAUIH-
CKUX HayK, 11 3acIy:KeHHBIX Bpadel Poccun,
3 3a0TyKeHHBIX JeATeNs HayKu Poccuiickoi
epeparuy, 42 KaHAWATA METUITUHCKUX
HayK, JJOKTOpa M KaHIUAATbl (QU3UKO-
MaTeMaTHU4YeCKUX, TEXHUIECKUX U GHoIIo-
TUYeCKUX HayK, JlaypeaTsl TOCyJapCTBeH-
HbIX IIpeMuid PP, mpemuii npaBUTeILCTBA
MOCKBBI, MeXIyHAPOIHBIX U POCCUMCKUIX
npodeccuoHANIBHBIX IpeMui. x ycunu-
MU Pa3pabaThIBAIOTCA HAYIHbIE OCHOBBI
JIeTCKOTO 37I[paBOOXPaHEeHMA, CTAaHAAPTHI
Y KJIMHWYeCKYe IPOTOKObI CIIeIAIA3UPO-
BaHHON U BLICOKOTEXHOJIOTHTIHON MEeIUITIH-
CKOY TIOMOIIIM JIeTAM, OKa3bIBaeTCA BbICO-
KOCIIeI[aIN3MPOBaHHAA IIOMOIIE JAETAM,
BeZIeTCA ITOATOTOBKA KaJPOB.

Ha 6ase nHCTUTYTa QYHKIMOHUPYIOT KJIU-
HUYeCKMe UIKOJ/JIbI HEBPOJIOI'OB, T€HETUKOB,
KapAyoyIoroB, HepoIOroB, IIyJIbMOHOJIO-
T'OB, AJUIEPTOJIOrOB, HEOHATOIOIOB, IIIPOKO
M3BECTHbIE B Halllel CTpaHe U 33 PyOesKoM.
VIHCTUTYT JOCTOMHO MIpeACTaBiAgeT POC-
CUMCKYIO IleluaTpPUIeCcKyIo KoLy B Mex-
JYHapoZHOU acconualuu IefuaTpos,
MHOTI'Me COTPYAHUKU fABJIAIOTCA WieHaMU
ABTOPUTETHBIX BCEMUPHBIX U eBPOIENICKUX
HAy4YHBIX 00IIecTB. VX TPyJbI MOIy4aIOT
IIpU3HaHUe U BBICOKYIO OLIEHKY Ha POC-
CUNCKUX U Pa3IMYHbIX MeXIYHAPOJHBIX
Hay4YHO-MeIUIIMHCKUX PopyMax. PerysapHo
usgaeTcsa KypHa «PoccUMCKUI BECTHUK
IIepUHATOJIOTUU U IIeNaTPUN» (BXOLUT
B crincok BAK, mIaBHBIM peJlaKTOp — IIPO-
¢eccop A.. LlaperopoaieB) — IIpeeMHUK
CcTapeumero oTe4eCTBeHHOI0 Hay4yHO-
MIPAaKTUYeCKOro NeAraTpUiecKoro XXypHaia
«BoIIpOChI OXpaHbI MaTEPUHCTBA U JIeTCTBAy.

B okTsA6Gpe 2021 rofa MHCTUTYT BO3IIABILT
JI.A.Mopo30B (¢0oTo 5), U3BeCTHBIN AETCKUN
XUPYPT, KOTOPBIH Cpa3y IIOCTaBWI Lejlb —
JabHelIee pasBUTHeE AeTCKOU XUPYPIUU.
Brut BoccoszaH HayuHbIN oTAen «JleTckasa
XUPYpIua», KyJja BOILIN BeJylye Clielya-
JINCTBI — JeTCKUe XUPYPTHU, YPOJIOTH U AP.

Ha HOBOM 5Talie 0co0ble OKUJAHUA CBA-
3aHbI C JATHHEUITUM Pa3BUTHEM BBICOKO-
TEeXHOJIOTUYHON MeJIUIIUHBI, MHTerparyen
TTeIUaTPUN U XUPYPTUU ¢ HGOPMUPOBAHLIEM
3aMKHYTBIX [IUKJIOB OKAa3aHUA CIIeIINATI3U-
POBaHHOM MeIVIIMHCKOM ITOMOIIU JIeTAM,
BKJTEOYAS MIMPOKUH CIEKTP UCCIeTOBAHUM,
B TOM 4MCJIe CEKBeHUPOBaHKe HOBOT'O IIOKO-
JICHUA, MeINKaAMEeHTO3HbIe 1 anyprnqe-
CKHe MeTOAbI JiedeHUA. Takxke OoJblIne
TUIAaHBI CBA3aHbI C PAa3BUTHEM MHPPACTPYK-

TYPBI UHCTUTYTA.

HecMoTpsa Ha BCce CJIOKHOCTH, IIepeXU-
BaeMble CTPAHOW, MEIUITMHCKON HAYKOM
U 3/[paBOOXpaHeHNeM, COTPYAHUKU UHCTU-
TyTa B KaHYH 95-IeTHETO 100WIes yapex/ie-
HUA C OITUMU3MOM CMOTPAT B OyAyiee,
OIIyIIAsA HEM3MEeHHYIO BOCTPe6OBaHHOCTD
CBOMIX YCWJIMH Ha GJIaro 3J[0pOBbs I0HOTO
TIOKOJIeHUA POCCHsAH. ()

Cnmcok JinTepartypbl HaxoguTcs B pefakymmn

CTIELVAAN3/POBAHHASI TASETA
ANSITIEAVIATPOB
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PACNPOCTPAHEHUE
Mo noanucke. becnnatHo.

3 (22) 2022

[lata Bbinycka Homepa: 12 ceHTa6ps 2022 r.

PEQAKLMA

nasHblit pegakTop: Anekcasgp rpuropbesny PymsHues
LLlech-penakTop: M.B. Typkuta

becryarHas mogmcka Ha rasety 7

Bbinyckatowmi pegaktop: 1.B. Koanesa
OTBeTCTBEHHbIN cekpeTap: H.H). Lnpa6okosa

ALPEC PE[AKLUN NEYATb
WYYPEQAUTENA

115478, Mocksa,

OTneyataHo B TUnorpacun
000 «HOHMOH MpUHT»

la3era 3apeructpuposara ®efiepanbHoil Cnyx60i No Haf3opy
B Cthepe CBSA3M, MHOPMALMOHHBIX TEXHONOTMIA 1 MACCOBbIX
KOMMYHUKauui (PockomHaz3op). CBUAETENbCTBO O perncTpa-
wm MNIA Ne @C77-74576 ot 14 pekabps 2018 1.

Kareropuieckin 3anpeLuaeTcsi NonHas MW 4acTu4Has nepe-
neyatka Marepuanos 6e3 ochuLManbHOrO Cornacks pefak-
uvn. MHeHMe pefakumu MOXET He COBMajaTb C MHeHVeM
aBTOpOB. OTBETCTBEHHOCTb 33 AOCTOBEPHOCTb PEKNMaMHbIX
0GbABNEHNIA HECYT peknamopaTeni.

Kawnwpckoe wocce, 24, ctp. 15
Ten. +7(499) 929-96-19

HwxHuit Hosropoa,
OKckui cbesg, 2, kopn. 1
3akas No 222222

[naaiin v BepcTka: 10.B. Mepesncna

YYPEQUTEND KoppekTop: 0.C. Kannonb

000 «MN3pnarensckuit gom «AbB-npecc»
TeHepanbHbIi AnpeKTop:
Tleonua Mapkosuy Haymos

Pepaku1oHHas rpynna:

A.M.H., npocpeccop A.H0. LLlepbuna
A.M.H. AH. Mamnypa

AM.H. [.A. Kyanait

K.M.H. 1.B. 336KnH

[npextop no pekname: A.I'. Mpunenckas
Pykosogutens npoekta: 0.A. CTpokosckas

E-mail: abv@abvpress.ru

www.abvpress.ru 06wwmit Tupax 10 000 3k3.



