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[O.M.H., akagemuk PAH, Hay4HbIi pykoBoauTEb
®BI'Y «<HMWL petckoi remaronorum,
OHKOMOMN 1 UMMYHOJIOr MM UMeHW OMuTpust
Porayesa» Munappasa Poccun, Mocksa

‘YBaxaeMble KoJureru!

23-25 oKTA6ps 2024 roga XXIII B Mockse
cocroutcs Poccuiickuii KoHrpecc «/IHHOBa-
LIMIOHHBIe TEXHOJIOTUY B ITeIUaTPUM U JieT-
ckolt xupypruun» uM. 10.E. BensTuimesa,
OPraHM30BaHHBIM ero y4eHHKaMU U IocIe-
JOBAaTEeJISAMU, COTPYAHUKAMU UHCTUTYTA,
HocAmero ero uMmA. IOpuit EBrenpreBuY
3aHMMaeT IIOYeTHOe MeCTO PAAOM C TAKUMU
JIeTeHIAMY COBETCKOI U POCCUMICKOM ITefiy-
arpuu, kak [.H. Cnepanckuii u A.®. Typ.
CKPOMHBIH MeAuaTp, JOOAIINN JeTei
U UX poAuTesel, 6JIeCTAIINI yIeHbIH,
IeJpo OAApUBABIINY YIeHUKOB HeAMU
OyZy1ero KIMHUYECKOI TeHeTUKY, 610~
XMMUJU, UMMYHOJIOTUH, SKOJIOTTYeCKOM
Y COIMTLHOM IeIUATPUY, MEAUIIHBI Pa3-
BuTuA, 10.E. BesibTHines, ogo6HO CTBOJIO-
BOMH KJIeTKe, CO3/I/l KJIOH Bpauel U yUeHbIX,
TIpeyMHOKAIOIIVX eTo Uie! U Jefa.

I0.E. Besibrumes nepsbiM B CCCP pemninn
AKTyIbHbIe IIPOOJIEMBbI PETYJLAIIH BOJHO-
coyieBOTO 0OOMeHa y AeTel, pa3paboTan
Y BHEZIPWI B IIPAKTUKY II€AUaTPUU METOBI
TeHeTHKU, KIMHUYeCKON GMOXMMUH,
MMMYHOJIOTUH Y1 MEUKO-CTAaTUCTUIECKOTO
a”anusa. EMy IpUHaIeXUT olIpefeie-
HUe TPYIII 3I0POBbA AeTel KaK MeINKO-
OPTraHU3aIMOHHBIX, a He OMOIOTITIeCKIX
KOHCTAHT, YTOObI MeZIPa0OTHUKY 3HAJIH,
YTO HYXKHO JeJIaTh C IeTbMU 3J0POBBIMHU,
U3 TPYINII pPUCKa U Ha pa3HBIX 3Talax
3aboeBaHuA.

Bosiee 50 jieT Hasas UMEHHO aKaJeMUK
BeJbTHIIEB GBUT HHUIATOPOM YKECTKOTO
IUIAHWUPOBAHVISI CHIKEHUS MIIQJIEHIECKOM
M IETCKOM CMEPTHOCTH, TTPOQIIAKTIIECKIX
¥ JIe4eOHO-INATHOCTUTIECKUX MEPOIIPHUA-
TUIA, HAPABJIEHHBIX HA YIy4IlIeHue 300po-
BB JieTeit. EMy TIPUHA/IEKUT Uiest U3IAHVS
TIPWIOXKEHUA K JKypHaIY «POCCHIACKII BECT-
HUIK IEPUHATOJIOTHIY U TTe[IaTPUI» B BUZIE
JIEKITHI ¥ METOMUYECKUX MAaTEPUAIIOB I
MeUATPOB IIEPBUYHOIO 3BEHA. YUeHIKAM
OH TOBOPWJI, YTO BO IJIaBE JETCKOTO 3pa-
BOOXPaHEHUs JIOJKHBI ObITh PeOEHOK U ero
ceMb, a He II00aTbHbIE BOIIPOCHI ITOJIH-
TUKU Y HApOAOHACeIeHUA. Mbl, TIeAUaTPhI,
Ha 5TOM U CTOVM.

OP®AHHbBIE SABOJIEBAHNA

[lepBnyHaa unnuapHas

AUCKNHEe3Us B NpaKTUKe nepguarpa

lNepBuyHas ynnmapHas guckvHesns (ML) — pegkoe 3abonesaHne n3 rpynrsi nanonaTui.
B ee ocHoBe niexxuT geqbeKT yrbTpacTpyKTypbl PECHUYEK SMUTENTNA PECTIMPATOPHOIO TpakTa
(PT) n aHanornyHbix UM CTPYKTYP, NPUBOASALLMN K HAPYLLEHWUIO X PYHKUMN. B pe3yrib-
Tare riopaxarTtcs Bce otgesibl PT ¢ ghopmupoBaHUEM XPOHNYECKOro BOCNaimTesibHOro
rpouyecca, BO3MOXHbIM HapyLLEHNEM hepTuiibHOCTH (becriogne, npeumMyLLeCTBEHHO
MYXKCKO€, 9KTOMNYECKNE BEPEMEHHOCTU Y XEHLLINH).

. JleoHngosuny
¢ MU3EPHULIKMI

[.M.H., npocdbeccop, 3aBeayoLLuii OTAENOM
XPOHUYECKUNX, BOCMANUTENBHbIX U annepruyeckmnx
6onesaHei nerkmx OCI «HUKW negunatpum

W OETCKON XMPYprum M. akageMmmka

10.E. Benbtuwesa» ®rAQY BO «PHUMY

M. H.W. MNMuporosa» Munagpasa Poccuu,
3acnyXeHHbIi paboTHVK 30PaBOOXPaHEeHNst
Poccun, 3amectutens npefcepatens Coseta

no atmke Munagpaesa Poccum, Mocksa

AHgpen
AnekcaHapoBuY
HOBAK

Mepuatp, NynbMOHONOF, HAaY4HbI COTPYAHUK
oTaena XpoHUYECKUX, BOCMANUTESNbHbIX U annepru-
yeckux 6onesHert nerkux OCI «HUKW nepgnatpum
1 [ETCKON XMPYPrun UM. akapgemmka

10.E. Benstuwesa» ®rAOY BO «PHUMY

um. H.W. Muporoea» MuHagpasa Poccun, Mockea

CrpyKTypHOI1 ocHOBOI ITI]] ciry»kat aHo-
MaJbHO GYHKIMOHUPYIONIEe PeCHUYKU
Ha IIOBEPXHOCTHU CIIeI[HIN3NPOBAHHBIX
KIeTOK PT, a1IeHVMBI JKeJIyI0YKOB TOJIOB-
HOTO MO3Ta, CIIePMaTO30U0B, KJIETOK ceMs-
BBIHOCAIIETO KaHa/Ia Y MY»>KUYUH 1 MaTO4-
HBIX TPYO Y ’KEeHIIVH, a TAKXe B CTPYKType
3MOPHOHAJIBHOTO y3JIa, OTBEYAIOIIero
3a KOPPeKTHYIO JaTepaInu3aluio BHyTpeH-
HUX OPTaHOB.

Y yactu geteti ¢ I111J] ompenenseTcs oopat-
HOe pacloioKeHre BHyTPeHHUX OPTraHoB,
YTO B COUYETAHUU C GPOHX0IKTA3aMU U XPO-
HUYEeCKUM BOCIaJIeHueM IPULATOUYHbBIX
a3yx HOCA UCTOPUYECKH IOIYIMIO Ha3Ba-
HUe cuHapoMa KaprareHepa (cuHzpoma
3uBepra — KaprareHepa), KOTOPBI BCTpe-
qaeTca y 35-55 % geteii (puc. 1).

HYACTOTA BCTPEYAEMOCTHU
Pactipoctpanensocts I cIbHO Bapbu-
PyeT B 3aBUCUMOCTH OT CTPaHBI, I/ie IIPOBO-
JWICA aHa/IU3, COCTaBJIAA B CPeJHEM OLUH
crygait Ha 10 000-60 000 genoBek. bosbie
BCEro TaKUX OOoNbHBIX B [IIBeniyy, a MeHbIIe
Bcero — B IlIBefinapuu. Illupokasd Bapua-
0eIbHOCTh YaCTOThI BCcTpedaemocty I
B Pa3HBIX UCCIEIOBAaHUAX 00yCIIOBIeHA
PasIUYUAMYU B KPUTEPUAX JUATHOCTUKU
U TIOIYJLAIMIOHHBIMYU 0COOEHHOCTSAMU (Teo-
rpaduyecKoy JIOKaIn3anyen pasInIHbIX
BU/IOB MyTAaI[W, YaCTOTOM KPOBHOPOJCTBEH-
HBIX OPAKOB ¥ T.JL.).

U3-3a penkocTy 3a6071eBaHVsA, HETOCTATOY-
HOU MH(POPMUPOBAHHOCTU O HEM MeaU-
IITHCKOTO COO0IecTBa U HeOOXOAMOCTH
IpUMeHeHUsd clleu(PUIecKUX MeTOL0B
JUarHOCTUKU Bo3pacT Bepudpukayu I
CWJIBHO OTCTaeT OT ee Jie6ioTa. Tak, Hanupu-
Mep, B Kutae oH B cpesHeM cocTasiiaeT 8,2 +
4,1 rona, B Kopee — 11,8 + 5,4 roza, a B fIno-
HUU — 9,6 TOZa, YTO HAMHOTIO BBIIIIE, YeM
y neteti EBponetickoro pervoHa (4,8-6,8 roza).
B mamewm nierTpe 1111 B HUKU nm. BenbTu-
IeBa cpeHMI Bo3pacT Bepudukarym IMLIJ]
cocrasiaet 6,4 + 0,44 rozaa, 4To CyILeCTBEHHO
OIlepeKaeT IT0Ka3aTeI COOTBETCTBYIOIIX
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PucyHok 1. O6paTHoe pacnonoxeHue
(Mo oaHHbIM KOMMNBIOTEPHOM TOMOrpadumn)

BHYTPEHHUX opraHoB y pebeHka c MU

IOEHTPOB B A3U1 U COTIOCTaBUMO C JAHHBIMU
EBPOHefICKH)( KIMHUK.

KPUTEPUU ANATHOCTKMU

HecMOTpsA Ha KIMHUYECKYIO U aHaMHeCTU-

YeCKyI0 reTepOTeHHOCTD, CyIeCTBYeT PAL,

TIIPU3HAKOB, ITI03BOJIAIONINX 3aII0[03PUTh

[T y>ke B paHHeM Bo3pacTe. Peub uzet

0 paHHeM Havase 3a60JIeBaHUsA, YTO OTPa-

’KaeTcA B OTATOIeHHOM HeOHaTaJlbHOM

a"HaMHe3e B BUJe:

® DPUHUTA HOBOPOXKJEHHBIX;

® BPOXIeHHOU THeBMOHUY;

® HEOHATWILHOTO PeCIUpPaTOpHOIO Au-
CTPeCcC-CMHADPOMA;

® H30JIMPOBAHHBIX ATEJIEKTA30B, BbIABJLA-
eMbIX IIpU peHTreHorpaduy;

® QHOMAIUM JIaTepAIU3aIIUU BHYyTPEHHUX
OpraHoB.

JlaHHBIe TaTOIOrIYeCcKIe COCTOSHIA TT03BO-
JIAIOT 3aII0Z03PUTh JUATHO3 C ITePBbIX JHel
’KM3HU. B fanbHelieM Ha NepBBIY IUIaH
BBICTyIIaeT ITOpakeHUe pecIIMpaToOpHON
cucreMsl. Y 90 % narnreHToB ¢ ITL[/] B Teue-
HUIe TIePBBIX IBYX JIET JKV3HU PETUCTPUPYeTCI
J1e6I0T eXXeTHEBHOTO MaJIOIIPOAYKTHBHOTO
WIY IPOAYKTUBHOIO Kanurd. PusmKaibHble
V3MEeHEeHII BBIPAKAIOTCA IByCTOPOHHIMU
MHOXXeCTBEHHBIMU Pa3HOKATNOepHBIMU
XpUIIaMU, MeHAIOMMY BOKAIBHOCTD I10CTIe
OTKAIUIMBAHVSL. [DyIHAA KIIeTKA OT/IMYAeTCs
pa3muuHbBIMU JedopMaIuAMU (BOPOHKO-
00pasHoOI, BEIOyXaHMEM B IIPOEKITUN CEPATIA).
Ipu IporpecCUpyIoNeM TedeHnY 3a00IeBa-
HUS HApPaCTaloT IPU3HAKU JIbIXaTeIbHON
HeslocTaTogHOCTH ([JH) B coueTaHnH C OTCTa-
BaHHEM B GU3MIECKOM Pa3BUTHUL.

MokporTa y feteii c ITI1]] umeeT psAL OTJIU-
YUTEJNbHBIX XapaKTePUCTUK OT TAKOBOH
IIPY IPYTUX XPOHMIECKIX 3a00I€BaHUAX.
C TOYKU 3peHUsI MUKPOOUOJIOTUIECKOTO
meli3a)ka Ha IepPBBIN IUIAH BBIXOAT OaK-
Tepuu Haemophilus influenzae, Streptococ-
cus pneumoniae u Staphylococcus aureus.
Pseudomonas aeruginosa y geteii ¢ ITIJT

Oxonuanue Ha cmp. 2 |»
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nepBI/I‘-IHaﬂ unnnapHaa AMCKMHe3Iuns

B NMPakKTUKe neauvnartpa

OxoHuanue, Hauano Ha cmp. 1

BCTPEYAETCA HA IIOPAOOK peXe, 4YeM IIpUu
MYKOBUCTI03€E.

O6GocTpeHuUs GPOHXOIETOYHBIX MHGEKIINOH-
HBIX 3a00JIeBaHUI OTMEYAIOTCA HECKOIIBKO
Pa3 B rof| ¥ 3a4aCTyI0 TPeOYIOT Ha3HAYeHU
AHTHOAKTepUAIBHBIX ITperaparoB (ABII). Tax,
II0 JAHHBIM AHIVIMMICKOM HAIIMOHAJILHOM
oryx6b1 yrpasinenus [T1]1, ety cTapirero
BO3PAcTa U IIOAPOCTKY, JOCTUTTIIVIE KOHTPOJLA
HaJi 3a60JIeBaHUEM, TIOJIYYAIOT B CperHeM 2,6
Kypca ABII B roz. Y HeKoTOpbIX AeTeii ¢ [TIJ]
TIaTOJIOTMYeCKUI IIPOIecC ¥ BOBCe HOCUT
HeIIpephIBHO PelIAVBUPYIOIINI XapaKTep.

I[ToMuMO BOBJIeYeHUs B HETO HIDKHUX Jbl-
XaTeNnbHbIX IyTel, mpu I11]]] Bo3HUKaeT
nopaxkeHnue JIOP-opranos. C nepBbIX JHEN
JKU3HU peGeHKa POAUTETU OTMEYaloT
3aTpyJHeHNe HOCOBOTO JIbIXaHU, THOMHbIe
BBIZIJICHUA U3 HOCOBBIX XOZIOB, YTO B COYe-
TaHUU C pe3yabTaTamu JIOP-o6cmenoBaHuA
VHTepIIpeTUPYeTCA KaK IPOABIeHUA PUHO-
CUHyCUTA. PeITiABUPYIONTY PUHOCUHYCUT
BCcTpedaercs y 70,9-95 % neteit. Haubosee
4acTO NMOPaXKaITCA BePXHeYeIIOCTHbIEe

1a3yxu, a MOJIUIbl B HUX ONIpeesaioTcs
y 15-56 % manyeHTOB (pUC. 2).

PucyHok 2. CHuxXeHne BO3AYyLLHOCTM
NPUAATOYHBIX Nasyx Hoca y pebeHka
c MU (no gaHHbIM KOMMbIOTEPHOM
Tomorpacdun)

BOBJIEKAIOTCS OPraHbl CIyxa. Y feTel MIaj-
1IIero Bo3pacTa perucTpUpyIoT peluiuBU-
PYIOLIUI OCTPBIH, a B cTapiIeM Bo3pacTe —
XPOHUYECKUH CpefHUM oTUT. [TopaxkeHue
OPraHOB (JIyXa BcTpedaetca y 38—-80 % mary-
eHTOB. HeKOHTpomIpyeMoe TeueHre OTUTOB
MOXeT IIPUBOAUTE K (POPMHUPOBAHUIO IIPO-
rpeccupyolei KOHAYKTUBHOM TYTOyXOCTH
Pas3IMYHOM CTelleH! BBIPAKeHHOCTH.

IToMHUMO mOpa)keHUs PecIupaTOPHOro
TPaKTa, OIMCAaHbI CIy4au PACIIMPeHUA BeH-
TPUKYJLIPHOM! CHUCTEMBI XKeJTy09KOB TOJIOB-
HOTO MO3Ta C pa3BUTHEM ruapouedaIni.
OnHaKo [eTu ¢ JaHHBIMU IIPOABICHUAMU
IIPaKTUYeCKU He OIMCAHbBI B IUTepaType
U PeJIKO NMONaJAIoT B IOJIe 3peHNUA IIyJIbMO-
HOJIOTOB U3-3a ITpeobIafjaHys nepebpas-
HOM CUMIITOMaTUKH (PHC. 3).

NOATBEPXAEHUE OANATHO3A
XapakTepHad KIMHUKO-aHAMHeCTHYecKas
KapTHHA C paHHel MaHudecTanyei 3a6oreBa-
HUS, TOTAIbHBIM ITOPOKEHEM OPraHOB JIbIXa-
HUA U aHOMAJIAAMU PACTIONIOXKeHNA BHYT-
PEeHHUX OPTraHOB II03BOJIAET 3all0f03PUTh
ITI/T ¥ TpOBeCTH IieJleHarpaBieHHoe 00CIe-
JIOBaHMe I yTOYHeHU:A JUarHosa. B momomnis
NIPaKTHUKYIOIeMy IeAuaTpy pa3paboraHa
TIpeKTUBHAA IIIKaJA [JIA BbIABICHNA CHM-
rrromoB ITIJT — PICADAR (PrImary CiliAry
DyskinesaA Rule). Hizke mpuBoauM Mogudu-
poBaHHyro Hamu 1kany PICADAR, agarrTi-
POBaHHYIO K yuioBuAM Poccum. [Ipu cymme
6asu10B = 75 BeposaTHOCTS I11]] cocraBiaeT
90,25 %, ipu = 80 — = 95 %. UyBCTBUTEND-
HOCTb Y CIIeIT(PUIHOCTD IIKAIbI PABHAIOTCA
96,25 % 1 97,5 % COOTBETCTBEHHO. B Tabuiie
TIpe/ICTaBIIEHbI BOIIPOCHI O 3I0POBbe pebeHKa
U COOTBETCTBYIOIIYIE OTBETY OALTHL. B Kave-
CTBe CKPUHUHI-TUATHOCTUKY /I BbLABJICHUA
I nCrionb3yIoT olpeiesieHre Ha3aaIbHOIO
ypoBHA okcuga asora (NO). IIpu I o
3aMeTHO CHIKEH, YTO IO3BOJIAET 3aIl0f0-
3pUTH 3a00IeBaHVe U IPUMEHUTH CIIeIy-
(puyeckrie MeTOABI AMATHOCTUKY (OI[eHKAa
TIOABYDKHOCTY LIWIMAPHOTO 3IIUTEINA ITyTeM
CBETOBOM MUKPOCKOITUY U €T0 3IeKTPOHHAA
MUKPOCKOITUS).

T[T 6rarogapst BO3MOKHOCTH HEIIOCPei-
CTBEHHOM OLIEHKY (GYHKIIMOHAIBLHOIO COCTO-
SHUSA PeCHUTYATOrO SUUTenus. JJaHHbIN
METO/, II03BOJIAET OLIEHUTH KOJIMIECTBO KiTe-
TOK C IOABMKHBIMU PeCHUYKAMU, YACTOTY
¥ Xapakrep ux ouenus. K ero nmpeumyime-
CTBaM OTHOCSTCA OOJIBIION 00beM aHIU-
3UPYyeMOro MaTepUaIa (THICTIN PeCHUIEK)
¥ CKOPOCTbD TIOJIyYeHUs Pe3y/IbTara (B Tede-
HIE 9aca), a CUCTEMAa aBTOMATHU3UPOBAHHOIO
TIOZiCYeTa MUHUMU3UPYeT CYyOhEeKTUBU3M
OIIEHKU.

PeCHUTYATOTO 3IMUTENIUA C BU3YIbHBIM
KOHTpoOJIeM MOp(doMeTpUIeCKUX ITI0Ka3a-
TeJlell OIBITHBIM BPadYOM-Ta00PaHTOM, UTO
TI03BOJIAET JOCTOBEPHO OIIeHUTDH (QYHKITHUO-
HajibHOe cocTosguue srmTenus PT v 060cHO-
BaHHO BepUUIINPOBATH AUATHO3.

I/l — reHeTUYECKU JeTepPMUHUPOBAHHOE
3aboyieBaHye, B CBA3U C YeM KIII0YEBYIO POJIb
urpaet meton JHK-muaraoctuky. Hanboms-
1Iee NpeATIoYTeHre OTAAETC IIOIHOMY CeKBe-
HUPOBAaHUIO T€HOMA, ITIPY KOTOPOM B 74-76 %

Taébnuua. MogughnympoBarHas wkana PICADAR

Bonpoc Bannbi
Pe6eHok poguncs QOHOLUEHHbIM? 6
Bbin nn oTAroweH HeoHaTanbHbIN NEpPUOA? 10
Bbinu B paHHeM HeoHaTasnlbHOM nepuofe NHEBMOHUN? 6
OTmeyanucb N1 B paHHeM HeoHaTanbHOM NMepuoge COCTOAHUA, TpebyioLme 3
KNCOPOAHOM NOAAEPKKN?
Bbinn nv B HeOHaTanbHOM NeproAe NPOABEHNA PUHUTA HOBOPOXAEHHbIX? 7
MmeeTca aHoManbHoe pacrnonoXeHne BHyTPEHHMX OpraHoB? 18
Habniopgaetca nu y pebeHka exxegHeBHbI MPOAYKTUBHDBIN Kalluenb K OgHOMY 10
rogy *usHm?
Bbinn rocnmTannsaumnm B CTaLlMoHap B CBS3U C 060CTPEHUAMM 10
6POHXO0NIErOYHbIX 3a60M1eBaHN Ha MEPBOM FrOflY XKNU3HN?
MimeeTca nu ctonkoe 3aTpygHeHMEe HOCOBOIO AibiXxaHWA K BO3pacTy OAHOro 10
roga?
OTmMevannch v snM3obl CPEeAHEro OTMTa B MEPBbLIE ABa rofa XXU3HN? 8
PerncrtpupyioTca nn peHTreHonornyeckre Npr3Haky ateNiektasa CpefHen 6
ponn?
OTsArowleH N1 cemenHbli aHaMHe3 Mo XPOHUYECKM GPOHXONEroYHbIM 6

vwnu JIOP-3a6onesaHuAm?

DIIeKTpOHHAaA MUKPOCKOIIUA IIHJIMAPHOTO

SIUTENNA — OAUH U3 MeTO/I0B, II03BOJIA-

IOIIVX Bepu(PUIIMPOBATh YIBTPACTPYKTYP-

Hble HapyIleHUuA IWINHU, IIeHHOCTh KO-

TOPOT0 HEOCIIOpUMaA, OLHAKO UMeeT PAJL,

OTpaHMYeHUI:

® CTPYKTypHble aHOMAJIVU OIIpe/leJIAI0TCA
TOJBKO y 60 % naruenToB ¢ [111];

® AHAIU3UPYeTCA CTPYKTypa COTeH PecHU-
4eK (MeHbIlle, YeM B BHJ[€0aCCUCTUPO-
BaHHOM aHau3e);

® BBLICOKAA 3aBUCUMOCTD Pe3YJIBTaTa OT OIIbI-
Ta Bpaya-1abOpaHTa, IPOBOJAINEro aHa-
Ju3;

® OTCYTCTBUE CHCTeM aBTOMAaTHU4YeCKOIO
aHAIN3a CTPYKTYPBI PECHUYKY;

® TPYZOEMKOCTb aHAIN3a U JJINTEIbHOCTh
TOJMlydeHUA Pe3yJbTaTOB (HeCKOJIbKO
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OIy4asAx BbIABJAIOTCA IIPUYUHHO-3HAYIMBbIe
reHsl. [10 JaHHBIM MHOTOLIECHTPOBOTO aHa-
Jm3a 1236 natyieHToB ¢ 111/ BhIABIEHBI ITaTO-
TeHHbIe BADUAHTHI B 46 T€HaX, CBA3aHHBIX
¢ (peHoTHTIOM OOsIe3HU. HanbGosee yacro o6Ha-
pyxwuBaroT BapuaHTel reHoB DNAH5, DNAH11,
CCDC40, DNAI1, CCDC39, SPAG1 (puc. 4).

Juarnocruka I/l mpefcTasiseT GOIBITYIO
TPYJHOCTb B COBpeMeHHOU neJuaTpuu
U nmysibMOHoJiornu. KiroueBoe 3HaueHue
UTpaeT HaCTOPOKeHHOCTh MeIUIITHCKOTO
COOOIIEeCTBa, YTO MO3BOJIUT CAENATH Ipa-
BIUIBHBIN BHIOOD U HAaIIPABUTH peOeHKa
C XapaKTepHOM KIMHUYECKOU KapTUHOU
B cIenanu3upoBaHHbIN neHTp [, e,
C y4eTOM HaKOIUIEHHOTO MHOTOJIETHETO
OIIbITa, BOBMOXKHO IIPOBeZieHNe KauyeCTBeH-
HOU TUaTHOCTUKU, CBOeBPEeMeHHOM U JJOCTO-
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PucyHok 3. [apouedanusa y pebeHka ¢ NepBUYHON LnIMapHOM ANCKUHE3neN
(no pesyneratam MarHMTHO-PE30HaHCHOW TOMOorpadum)

PI/ICVHOK 4. PervoHanbHoe pacnpeneneHne n 4YMcno nauneHToB ¢ noaTeep>XXAeHHbIMU
naToreHHbIMn BapraHTaMu reHoB, aCCoOLMNPOBaHHbIX C nua

[Topaxkenue JIOP-opraHOB MOKeT BBICTY-
IIaTh Ha MepBbIii IUIaH B KIMHUYECKOU Kap-
TuHe 3aboeBaHusA. KpoMe mpUAATOYHBIX
Iasyx HOcCa, B IIaTOJIOTUYeCKHU IIpo1iecc

KoMIbroTepu3poBaHHaA CBETOBASA MUKPO-
CKOIMA, WIN BBICOKOCKOPOCTHAs BU/JIEO0-
ACCUCTUPOBAHHAA MUKPOCKOIIMA,— CAMBII
pacIpocTpaHeHHbIN MeToA, BepudUuKauuu

B mamem nentpe I111J1 8 HUKU nm. Bens-
THUIleBa OCHOBHBIM MeTOZ0M creluduye-
CKOM AMATHOCTUKU ABJISIETCA aBTOMAaTU-
3UPOBAHHAs OllEHKA ITATTePHOB OMeHUs

BepHOM OIleHKU QYHKIIUU PeCHUTIATOTO
SIIUTENMA C IOUIeAYIOIIUM afeKBaTHBIM
oZ60pOM Tepanuy.

Cnucox umepamypsl Haxoo0umca 8 pedarkyui
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TPABMATOJTOI 1A 1 OPTOTNELNA

Qb heKTUBHOCTbL XMPYPru4eckKoro fevyeHus
cuHppoma MKCUPOBAHHOIO CMUHHOIoO
MO3ra BTOPUYHOro reHe3a npwm spina bifida

CuHgpom ghukenpoBaHHoOro crimHHoro moara (CM) BTropuyHoro reHesa (COCM BIh) npegcraBisieT cobovi KOMIMIEKC hYHK-
UMOHAasIbHbIX HapyLUEHUW, BbI3BaHHbIX HaTsxxeHnem CM Bcriegeteue chukcauymm ero KaygasibHbIX OTAEs10B B [MOSICHUYHO-
KpecTLOBOM OThersie NO3BOHOYHOIro kaHasna. l'loroBopum o ToOM, Kak OLEeHUTb 3¢hbeKTUBHOCTb XPYPrndeCKoro 1eHeHus

JJaHHOVI NaTosiornu.

Cepren
Onerosuy
PABbIX

[.M.H., 3amecTuTeNb AUpeKTopa no Hay4Homn
pa6oTe, pykoBoAuTeNb OTAeNa TpaBMaTosorum

n optonegumn OCI «HNKW negmatpum n getckoin
xvpyprum um. akagemuka tO.E. Benstuesa»
®rAQY BO «PHUMY um. H.W. Muporosa»
MwuH3sppasa Poccum, Mocksa

Anekcemn
AHppeeBny
. KAJTALLUHUKOB

M.H.c. oTAena TpaBMaTonorum v opToneann
OCN «HNKW nepmatpumnm 0eTckom xvpyprum
M. akagemuka tO.E. Benbtuiiesa»

®rAQY BO «PHUMY wum. H.W. Muporosa»
MwunHsgpasa Poccumn, Mocksa

Bnagumnp
Cepreesuy

[.M.H., BEAYLLMIA Hay4HbI COTPYAHVK OTAena
Tpasmaronorum n optoneaun OCI1 «HUKA
neauaTpum 1 AeTCKOW XMPYpruv UM. akageMmmka
10.E. Benstuwesa» ®rAQOY BO

«PHAMY unm. H.W. Muporoea» MuHapgpasa Poccun,
Mocksa

OWATHOCTUKA N KOPPEKLUNA
Kimanueckue npusHaku COCM BT ckiia-
JIBIBAIOTCS U3 HEBPOJOTMYECKUX, OPTOIIe-
JUYeCcKUX U YPOJIOTrMIeCcKUX IPOsABIeHUI,
a K HauboJIee YaCcThbIM CUMITTOMAM OTHOCATCSA
JIBUTaTeTbHbIE 1 YyBCTBUTEIbHbIE PACCTPOU-
CTBa B HIPKHUX KOHEYHOCTSIX, HapyIlIeHue
(PYHKITMY Ta30BBIX OPIaHOB U OOJIEBOM CHUH-
JipoM. OCHOBHAA 1ieJIb XMPYPrUYecKoro jeye-
Hug COCM 3axiaodaeTcsa B OCBOOOKICHUN
CTPYKTYP CIIMHHOTO MO3Ta OT YPe3MEePHOTO
HaTKeHUA.

TpamuioHHbIe MeToAbI KoppeKuuu COCM

BI' mpu ciUHAMBHBIX AU3paAdUAX:

® XUpyprudeckoe ycrpaHeHUe (PaKTOpOB
bukcanmuu — JIUIOM, JepPMOUHBIX
KHUCT, KOCTHBIX ¥ (Win) GUOPO3HBIX I1e-
PeropoJioK I03BOHOYHOI'0 KaHaJIa U Ap.;

® pasfeeHVe apaXHOUJAIBHBIX U PyOIIO-
BBIX CpallleHul, ucceyeHre HaTAHYTOU
KOHEYHOU HUTH.

IMocsegHue roAbl IPUBHECIU B XUPYP-
TUIO TOJILKO OIIIUY KOHTPOJIA XUPyPIU-
YeCKUX JeCTBUM (MHTpaoIleparuoOHHbIN

HeNpPOMOHUTOPUHT COMaTOC@HCOPHBIX
Y MOTODHBIX BbI3BAaHHBIX ITOT@HIINAJIOB,
HelpOHaBuUranysa u npodee). IIpu nosTop-
HBIX ONePaIUAX B X0Je XUPYPTUIeCKUX
MaHUNYIANUNA yBeINUYUBAETCSI PUCK
noBpexieHnA CM U ero KOPeIIKoB, B CBA3U
C 4eM B psAfie CJIydaeB IIOJIHOEe YCTpaHeHue
(pukcanuy HeBO3MOXKHO.

KimmHndyeckan kaprtura COCM BI' pu pac-
IIeIUIeHUY ITI03BOHOYHUKA (spina bifida —
SB) MoKeT OBbITh OY€Hb PA3HOOOPA3HOM
B 3aBUCHMOCTH OT CTeIIeHU ITOBPeXIeHU
CM u ero 060104eK. DTO MOI'YT OBITH Hapy-
IeHNA MOYeUCITyCKaHuA, fedeKauu, qIyB-
CTBUTEJILHOCTU U IBUTATEILHON QYHKITUU
HOT, MO3TOBBIE PACCTPOMCTBA U 33/IePKKa
YMCTBEHHOTO pa3BUTHA. OlleHKa JUHAMUKU
3TUX CUHAPOMOB CTAaHOBUTCA KIIIOUEBOU
B a”Haynmse pasputusa COCM BT, a Takxke
HeOoOXOIUMOCTH U IIPOrHO3a 3P HeKTUBHO-
CTU XUPYyPTrAYeCKOro JleueHu .

OB30P JINTEPATYPbI

C 2009 1o 2023 T. 6bUTH OIYOJINMKOBAHBI
20 cTaTell, IOCBALIEHHBIX OlleHKe 3(-
(peKTUBHOCTY XMPYPrU4eCKUX MeTOIOB KOp-
pekmu COCM BI. 17 13 HUX ObUTH IIpE-
CTaBJICHBI ITPAarMaTU4eCKUMU UCCIeNOBAHN-
amu (IIKH), a 5 — paHIOMU3UPOBAaHHBIMU
KJIMHUYEeCKUMU ucciefoBanuamu (PKU).
CpenHuil ypoBeHb JJoKazaTesbHOCTA — II1.

ABTOpaMU OBUTIU ITOCTABJIEHBI TPU KIIIOUe-

BBIX BOIIPOCA.

1) Kakumu obsekmusHblMU KAUHUKO-OUde-
HOCIMUYECKUMU KpUMepuamu U Wxalamu He-
06x00uM0 pyrosodcmeosamuca npu onpedene-
HUU NOKA3AHULL K ONnepamueHomy emeuid-
menbemay?

2) B uem 3akatouaemcs poib CNUHANLHOL
MAZHUMHO-Pe30HaHCcHOtl mpakmozpaduu
(CMPTT) kax ecnomoeamensHo2o duazHocmu-
1eck020 memoda?

3) Kakue obsekmugHble KAuHUUeCKUe U UH-
CMpyMeHMAbHble NOKA3AMeNU MO2Zym Oblnb
UCNONB308aHLL 0N OUEHKU Pe3yabmamos
MUKpoxupypeuseckoil gukxcayul cnuHHo2o
moz2a?

YeTBepThIN BOIIPOC COCTOST B TOM, KaKU-
MU 00BbeKTUBHBIMU KIMHUKO-AUATHOC-
TUYeCKUMU KPUTEPUSIMU U IIKAJIaMU Heo0-
XOIMMO PYKOBOACTBOBATHCA IIPU OIIpe-
JleJIeHUU MOKa3aHUU K ONepaTUBHOMY
BMeIIaTeJIbCTBY?

CerogHA A4 JaHHOUM KaTeropuu naiu-
€HTOB He pa3paboTaHbl BAIMANU3UPOBAH-
Hble IIKaJbl, KOTOPbIE MTO3BOJIAIU OBI
OLIeHUTh BeJIMYNHY YPOAMHAMUYECKOTO,
MOTOPHOTO U HelpOoOpTOIefUIeCKOTO
Jedunura. Vcrnonb3oBaHue CTaHLApT-
HBIX IIKaJI, TaKUX Kak mJOA, Ashworth,
Tardieu, SBNS npuMeHUTENTbHO K Spina
bifida 3aTpygZHUTETBHO, TOCKOJIBbKY OHU
OBbUIHN CO3/JaHBI Ha 6a3e 6ojIee TUITMIHBIX
HO30JIOTMYECKUX TPYIII U TPEOYIOT AaTb-
HelIIel CTaHAAPTU3alU KpUTepueB I

obecIteye s COIOCTaBIMOCTH Pe3yJIbTaTOB
HUCCIIeTOBAHUM.

Onmnaxko npu aHanuse MP-cemuotuku COCM
BCEMU aBTOPaMU BHIAEJLUINCH CJIeAyIOITye
TIPU3HAKU: IUCTONNA KOHYCa, MUeJIONaTHA,
TEePMUHAJIbHAA CUDUHIOMUEINSA, APAXHOU-
JlaTbHbIe KUCTHI (perke JepMOU/IbI) ¥ aHOMa-
JINY KOHEYHO! HUTH, JIIOMOOCAKpaJIbHbIe
JIUTIOMBI, MEHUHTO- U SHIedaioMuesIonee.
DTO MO3BOJIAET YTBEPIKAATD, YTO 10 JAHHBIM
KIWMHUKO-TUATHOCTUIEeCKUM KPUTEPUAM
JIOCTUTHYT BHYTPUIKCIIEPTHBIN KOHCEHCYC.

POJ1Ib CMPT B AJUATHOCTUKE

C y4eTOM MHOT000pasus KINHUYIECKUX
nposasieHnt COCM KakeTcsa O4eBUHON
HeOoOXOJMOCTh BBIABJIEHUS CTPYKTYPHBIX
U3MEHEeHUN CIIMHHOIO MO3Ta, B TOM YHC/Ie
ero MpoBOAAIUX ITyTel. OjeHKa QyHKIIU-
OHAJIBHBIX KPUTEPUEB MUETMHOAKCOHOIIA-
TuM 10 gaHHeIM CMPT BcTpevaerca B 19
U3 23 aHATU3UPYEMBIX IMyOJUKAI[UH, YTO
TaK:Ke II03BOJIIeT TOBOPUTD O TOCTIKEHUU
BHYTPHUIKCIIEPTHOTO KOHCEHCYyCa.

OCHOBOM TpaKToIpapuIecKoro MeToza
ABJIACTCA ONpeJie/ieHre CyMMapHOM Halpas-
JIEHHOCTH MOJICKYJ BOJBI B TPeXMEPHOM
nmpocTtpaHcTBe. CUMTaeTCA, YTO PeXKUM
v ysHO-B3BeIIeHHbIX MP-1300pa)keHUIT
(IBY) mo3BOJIAT OLIeHUBATh HallpaBIeHUe
Iuddysuy MOIeKyJl BOIbI B TKAHAX, a MHTe-
rpanys 5TUX JAHHBIX — ONPeAesIATh ee CyM-
MapHYIO HallPaBJIeHHOCTb B TPeXMePHOM
IIPOCTPAHCTBe. YUUThIBadA, 4TO JUbdysu:a
BOZBI B [[eHTPAJILHOU HEPBHOU cuCTeMe
(LTHC) orpaHnyeHa MeMOpaHaM¥ aKCOHOB,
00beMHbIe N300paKeHN, TIolyYaeMble IIpU
CMPT, 6GbUIO MPEIJIO’KEHO CYUTATDH ITPOBO-
JAMMME IIyTSMU TOJIOBHOTO U CIIMHHOTO
MO3ra.

OnuH 13 OCHOBHBIX IIapaMeTPOB OL€HKU
CMPT — kosdppunueHT PpaKIIUOHHOU
anuszotponuu (PA), xapakTepusyomuii
CcTelleHb OfHOHAIpaBiIeHHOCTU AU Y-
31MM MOJIEKYJI BOABI ¥ BAPDBUPYIOIIUM OT 0
(armsotpomnus) 1o 1 (u3orpomnus). [Ipexatmo-
JlaraeTcs, 4To cHIkeHUe PA mpu nopaxe-
HuU CM CBA3aHO C pa3pbIBOM IIPOLOILHO
OpHEeHTHPOBAHHBIX AaKCOHOB 6eJIoro Bele-
CTBa, YTO CBUIeTEILCTBYET O IIPePhIBAHUN
TpakKTOB Ha (poHe HaTDKeHUA CM. Hamuaue
IIaTOJIOTUYEeCKUX U3MeHeHUM CO CTOPOHEI
MpoBOgHUKOB CM y GOJIBHBIX, K IIPUMEPY,
C JINIIOMOM KOHEYHON HUTHU IO3BOJIAET
3aIl0/l03pUTh pacTskeHue CM B KauecTBe
U30JIUPOBAHHOrO aKTOpa BO3[EeUCTBYUA,
a KIMHU4YeCKUe IIPOsBJIeHUA STON HaTo-
JIOTUM oXapakTepu3oBath Kak COCM wim,
TOYHee, KaK CUHIPOM HaTIKeHU: CIINH-
HOTO MO3ra.

B 13 u3 20 (65 %) paboT aBTOPHI OIleHU-
BAIOT CHIDKeHMe MHAeKca ppaKkIuoH-
HOU aHU30TponuU <1,0 Kak KpUTepuiul
JAaHHOTO CUHAPOMA, UTO TaKKe II03BO-
JIIeT KOHCTaTUPOBAaTh HeJOCTaTOYHBIN

BHYTPUDKCIIEPTHBINA KOHCEHCYC 10 3TOMY
Bornpocy. Takum o6pasom, CMPT no3Bossier
BBIABJIATH pacTsKeHUe U uimemuio CM
B KauyeCTBe BOKHBIX KPUTEPUEB CUHAPOMA
HaTADKeHUA CIIMHHOTO MO3Ta. DTU KpUTepuu
C y4eTOM OObeKTHBHOI'O CTaTyCa IIallieHTa
OIIpeZleIAI0T IIOKA3aHUA K OIIepaTUBHOMY
BMeIIaTe/IbCTBY.

Kakue xe 00beKTUBHbBIE KIMHUYECKUE
U UHCTPYMEHTAJbHbIe IIOKa3aTesl MO-
I'yT OBITH HUCITOJIb30BAHBI IS OLEHKU pe-
3YJIBTATOB MUKPOXUPYPIIIEeCKON (PUKCaIy
CIIMHHOTO MO3ra?

B mpoeccuoHanbHOM cpejie BO3HUKAeT
HEKOTOPBIN CKEeIICUC, KOTJla pPedb UJeT
0 AVIaTHOCTUIKE U BBIOGOPE TAKTUKU XUPYP-
TUYeCKOro JiedeHUs ITalleHTOB, paHee
IepeHeCcIInX ollepanuio Ha KayAaabHbIX
otmenax CM, 1eIbi0 KOTOPOU GbLIO B TOM
4yucie ycTpaHeHue ero pukcanuu. Ove-
BUZHO, 4yTO ¢aKTopsl pukcaruy CM Moy
TIPU 9TOM IIOSABUTHCA U COXPAHUTHCA IIOCIIe
BMeIaTeIbLCTRA.

IIpomoskaeTcsa AUCKYCCUA O HeoOXonu-
MOCTH XUPYPTrA4eCKOro JedeHUuA. XOTs
B OOJIBIIMHCTBE CJIyYaeB OIePAIVL MOKeT
VIIYYIINTD WIN CTAa0WIN3UPOBATh COCTO-
HHe, y 4aCTU IaI[UeHTOB Jaxe I10cjIe HeIIpo-
JOJDKUTEIBHOTO YIyqIIeHus HabIonaeTcs
Tporpeccupyioniee yxyAlleHre. PasyMHbIM
IIOJXOZOM B OyAyIleM IIpeJCTaBIAeTCA
IpUMeHeHUe MHOro(aKTOpPHOIO UHTpa-
OIlepPallMOHHOIO 3JIEKTPO(PU3HOIoTrhYe-
CKOTO MOHUTOPHHTA C OLIEHKOMN OO0JIbIIero
KOJIMYECTBA COMUTOB Y COCTOSIHUA Ta30BbIX
OPraHOB JyIsI MaKCUMAJIbLHO 6e3011aCHOTO
ycrpaHeHusa ¢pukcanuu CM.

FMABHbIE BbIBObl

CeromHa MOXHO KOHCTaTUPOBaTh BHyTpU-
OKCIePTHBIN KOHCEeHCYC OTHOCUTEIbHO
KJIMHUKO-HePOBU3YaJIbHbIX KpUTEePHEB
C®CM BI o manabM MPT (mucTomnisa KoHyca,
MUeJIonaTys, TepMUHAIbHAA CUPUHIOMYe-
JIVA, apaxHOUJAIbHBIE KUCTHI U IePMOU/TBI,
AHOMAINU KOHEYHOU HUTH, JIUTIOMBI U IIPU-
3HaKU MEeHVHIO- U 5HIledasioMuesionee).

HecmoTps Ha MHOTOOOpasve KIUHUYE-
CKUX IIKaJI ¥ OIIPOCHUKOB, ITOKa He CyIile-
CTByeT eUHOU OLIEHOYHOU CUCTEMBI He-
BPOJIOTUYECKOI0, YPOJIOTUYEeCKOT0, OPTO-
nein4YecKoro Jeuuura u ero JUHAMU-
KM y OOJIBHBIX C CHHIPOMOM (PUKCUPOBAH-
Horo CM.

B 5TOM KOHTEKCTe K IIepCIeKTUBHBIM METO-
JlaM OOBeKTUBU3AIUY I1ATOJIOTHUIECKOTO
TIpoliecca MOXXHO OTHeCT! (QYHKIIIOHAb-
Hylo MPT (ciuHanbHylo MP-TpakTorpaduro),
0 HeOOXOJUMOCTY BBITIOJIHEHUA KOTOPOM
TaK)Xe MOXHO KOHCTaTUPOBAaTh BHYTPU-
9KCIIePTHBIN KOHCeHCYyC. OMHAKO BBIABJIA-
eMble ero (heHOMeHBI Bce ellle He 0 KOHITa
U3y4eHbI U TPeOyIOT JaTbHeHIINX UCCIe-
JTOBaHUIM.
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CIMMNHATIBHAA XNPYPT 14

TpeHAbl B onepaTUBHOM Jie4HeHUN
pecopmaymn N0O3BOHOYHUKA Y AeTen

Xupyprudeckoe nedeHue gegopmaymnvi no3BOHOYHUKA Yy AeTer aKkTUBHO obcyxaaeTtcs ¢ pybexa 1950-x, To eCcTb
C Ha4arna rpuMeHeHuss MeTasisiopuKkcaTopoB n ApPYyrux UMMIaHToB. BCrioMHUM, Kak pa3BuBasiocb 3TO Harpas/ieHUe.

Cepren
OneroBuy

S PABbIX

[.M.H., 3amMecTuUTeNb AUPEKTOPA NO Hay4YHOMN
pa6oTe, pykoBoAMTENb OTAENA TPaBMaTosIorum

n optonepmmn OCI «HNKW negmatpumn nmenmn
akagemuka lO.E. Benstuwesa» ®IrBAY BO
«PHAMY um. H.WN. Muporoea» MuHapgpasa Poccun,
Mocksa

{ ; Omntpun
N AHaTONbeBNY
o < MOPO30B

[.M.H., npoceccop, anpektop OCI «HUKA
neavaTpuy 1 [ETCKON XUPYPrum UM. akagemMuka
10.E. Benstuwesa» ®rAQY BO «PHUMY

um. H.W. Muporoea» MuHagpasa Poccun,
3aBefyloLLmnii Kacheapon AeTCKON Xpyprum

1 yponoruu-aHgponoruv um. J1.MN. AnekcaHgposa
@OrAOY BO «[Mepeblit MTMY nm. .M. CeyeHosa»
MwuHspgpasa Poccun, Mocksa

, AnekcaHgp
g g *l Bagumosuny
_ r'YBUH

[.M.H., npodheccop, 3amecTuTenb AUpeKTopa no
MeIMLMHCKOMN YacTu KNUHUKK BbICOKUX MEANLIVH-
ckux TexHonorui um. H.W. Muporosa CaxkT-lMe-
Tep6yprckoro rocyAapCTBEHHOMO yHUBEpeUTeTa,
CaHkT-lMeTepbypr

k%g;, { AmneKcaan
' pbeBny

MYLWKWH

[.M.H., npodeccop, rMaBHbIA HAaY4YHbIA COTPYOHUK,
PYKOBOAUTESb KITMHUKN AETCKOWM XVPYpPrum

n optonepun ®rbY «CaHkT-MNeTepbyprekuii
Hay4HO-UCCrnefoBaTenbCKUN MHCTUTYT (OTU3MO-
nynbmoHonoruv» MuHagpasa Poccun,
CaHkT-lMeTepbypr

ONCKYCCUOHHBIE ACNEKTbI

B Hamreii crpaHe ¢ KoHIa 1970-x ¥ BIUIOTh

J10 KOHIIA 1990-X IMCKYCCUOHHBIE aCIIeKThI,

KacaBIIUecs 3asBJIEHHOM TeMbl, UMEeJIU P,

0COOEHHOCTE:

® TIOMIUTUYEeCKHe (OTCYyTCTBUE IIOJHOIeH-
HBIX HayYHO-TIPAKTUYECKUX KOHTAKTOB);

® SKOHOMHYECKHE (KyCTapHOe W3TOTOBJIe-
HUe VMMIUIAHTOB U HEJOCTAaTOYHOe pas-
BUTHE MaTepUATbHO-TEXHUIECKOH 6a3bl);

® TICUXOJIOTUYeCcKue (MHeHUe MHOIHMX Be-
JIYIITAX OPTOITEZIOB O IeJIeCO0O6pa3HOCTH
MpOBefeHUs PEKOHCTPYKTUBHO-CTa0uU-
JIM3UPYIOIIMX Ollepaliuii C y4eToM BO3-
pacTa ¥ KOMOPOUAHOCTH).

CucreMaTn4ecKoe pasBUTHe 3TO HAIIPaB-
JIeHVe TIOJyYWJIO C BblIeJIeHNeM BeIyIux
(3KCcepTHBIX WK peepeHTHBIX) EHTPOB
Ha 6ase demepaTbHBIX BY30B, I[EHTPOB
TPaBMaTOJIOTUH U OPTOIIEANH, a TI03[Hee
u Helpoxupypruu. Haubonee akTus-
HBIMU B 3TOM OTHOIIEHUY OBbLIN I[eHTPbI
B Mockge, CaHkT-IleTepOypre, Kyprane
u HoBocubupcke.

B mocneguue 10-15 j1eT CIMHAIbHAA XUPYP-

rus B Poccuu 1o TeXHUYeCKOMy obecriede-

HUIO U pe3y/bTaTaM JiedeHHUs CPAaBHANIACh

C BeAYIIMU 3apyOeKHBIMU KIIMHUKAMU.

Pacmyprnack reorpadud mMyOIuKanyi, U,

XOTS UX YUCJIO 32 PyOeKOM OCTaeTcs orpa-

HU4YeHHBIM, COIIOCTaBJIeHHe C COBpeMeH-

HBIMU MUPOBBIMU TeHIeHIIUAMY IT03BOJIAET

BBIIEJIUTH TPEeHBI B XUPYypruu gedopma-

IIMM II03BOHOYHUKA.

1. DBosOLIMA METOAOB BU3YyIBHOU JUa-
rHocTuKU (cucreMbl EOS, Bending X-Ray,
noasieHue Gravity CT/MRI, TexHonmoruu
Al, VR u 3D-HaBUranuu), usMeHUBIIAsA
IUIAHMPOBaHUeE JIeYeHUsA, IOALEPKKY
IIPUHATUA pellleHUl, YTO B TOM YUCIIe
06yCJIOBIIIO Pa3pabOTKy XUPyPIUIeCcKUX
METOJUK, AeTAIU3UPOBAHHBIX C YI€TOM
WHAVBUAYAIbHBIX 0COOEHHOCTEH ma-
LMeHTa.

2. ViaMeHeHue kpuTepueB 3G PeKTUBHOCTU
BMeIIaTeJIbCTBA, KOTOPhIE CTAIN BKJIIO-
4aTh He TOJBKO OLIeHKYy KOPPeKIuU
JedopManuy, HO ¥ ee TPaBMaTUYHOCTh
C y4eTOM KPOBOIIOTEPH U JJIUTeIbHOCTU
oIepanuy. DTO IPUBEJIO K BHEJIPEHUIO
TEXHOJIOTUI KPOBOCOepeKeHMA U KOHT-
pouia mevicTBui xupypra (3D-HaBurarnus,
nHTpaonepanuonusle KT/MPT, po6o-
TU3UPOBaHHbIe TeXHOJIOTUU, Helpo-
MOHMTOPUHT).

3. Cesyek1ys, BAIUAANNA U aKTUBHOE BHEJI-
peHUe IKaabl GYHKIIMOHAIBHOTO CTa-
Tyca U OIIPOCHUKA Ka4yeCTBa XKU3HU.

4. llupokoe IpUMeHeHHe Pa3HBIX TeX-
HOJIOTUH (CTaOWIN3aIu, KOPPEKITHNH,
JeKOMIIpDeCCUH) U UX MaJOMHBa3UB-
HBIX OIIIVI IPUBEJIO K 'MOpUAN3aIY
1 Gojee aKTUBHOMY BBIIIOJHEHUIO
CHMYJIBTaHHBIX BMeIllaTe/IbCTB Ha II03BO-
HOYHMKe, CIIMHHOM MO3Te U ero dJIeMeH-
Tax. HanmpuMep, nipu TAxXenbIx Jedop-
MaluAax 3TO IIPUBEJIO K PeHecCaHCy
MeTOJUK BHelrHel ¢pukcanuu — ExFix,
Halo-cast, Halo-gravity.

5. HempepbIBHaA 3BOMIONMA CIUMHAIBHBIX
uMiuia"ToB (III-IV nmokonenus, Lenke
frame, pefyKIIMOHHBIe I YHUAKCHAAIb-
Hble BUHTBI) U UHCTPYMeHTapus (CTOI,
KOCTHBIe HabOPBI, CIUIOBOE 060PYZ0Ba-
HUe, YJIbTPa3BYKOBOM KOCTHBIU CKAJIb-
TIeJIb) C OHOM CTOPOHBI, a TaKXKe O0Tb-
1I10e KOJIMYIeCTBO UX KON PasInIHOIO
KauecTBa — C APYTOM.

6. IIporpecc aHeCTe3nOIOTNIeCcKoro obec-
TIeYeHUs TI03BOJIWL CJIGAUTS 32 TIIyOHMHOM
aHeCTe3W!, BUAEe0aCCUCTeHIINel MHTy0a-
LIUM, 4l BOSMOXXHOCTh MeAMKaMeHTO3-
HOI'O KOHTPOJIA IeMOCTa3a.

OnHaKO MOABUIINCH U HOBbIe KIMHUKO-

Hay4HbIe IPOOIeMbI:

® JeTaju3alyA KpUTepreB OlleHKU II0Tpe-
60Ba1a yHU(DUKAIUY TEPMUHOJIOTHY;

® YUIOKHWIOCH ITIAaHWPOBAaHUeE JIedeHNA:
TIOABWINCH (PaKTOPBI, aHATU3 KOTOPBIX
y JeTell paHHero Bo3pacTa 3aTpyAHUTe-
JieH (BaJIaHC TeJla I CeTMeHTOB II03BO-
HOYHUKA);

® MeIUKO-5dKOHOMHYeCKOe pasBUTHe IIPU-
BEJIO K CPAaBHEHMIO METOAMK U TeXHOJIO-
TU JledeHUs IO KPUTepHUAM, TPYLHO-
COIIOCTaBUMBIM MEK/y CTPAaHAMH (IleHa/
3(d(}PeKTUBHOCTD);

® pasnuure MMapajurM MeXay BepTUKAIb-
HOM HOpOQWIbHON OpraHU3alMOHHOU
MOZEILI0 ¥ HEOOXOOUMOCTBIO MEKIVIC-
LIAIUTMHAPHOM UHTEeTPAllY — B3aMOZ0-
TIoNHAONIe KoMaHAbI (complimentary
team);

® BO3HUK/IY IPOTHUBOPEYNA MEXKIY HOBBI-
MM 3HAaHMAMHU (CHCTeMaTH3alUA CTaH-
JAPTHBIX CUHJPOMOB C 000CHOBAaHUEM

U1 IMMIPOTHO3UPOBAHUA UCXOO0B JICUCHUA,
HO YUIOKHAET KIIMHUYIECKYIO OLIEHKY caMom
IIaTOJIOTUH.

CremyeT IOMHUTD, YTO KIacCU(PUKaIUU
TIOPOKOB pa3BUTHA O3BOHKOB Mac Ewen G.D.
(1972) ¢ mononmaeHuAMM R.B. Winter (1973),
M.J. McMaster (1982), 5.B Yabpuxa (1985)
u N. Kawakami (2009) He y4UTBIBAIOT COBpe-
MeHHbIe Bo3MokHOCTU KT-o1leHKM mmaTo-
JIOTMU, B TOM YHCJIe TpeXMepHOU, OTHOCA
MHOT'M€e C(JIO)KHbIe BAPHUAHTHI K KOMOWHUPO-
BaHHBIM IIOPOKaM (BKJTIOYAIOIIAM COYeTaHUA
HapylleHus cerMeHTaIuy, GOpMUPOBaHUA
U CJIMAHUA TI03BOHKOB).

TEXHOJIOrMN ANATHOCTUKH
OCHOBHBIM TPEH/IOM IIOCJIETHETO JieCATHIe-
THA CJIefiyeT IIPYU3HATh osABIeHue Slot-Tex-

Pepnkas xvpyprusa pegkux 3a6onesaHnii NO3BOHOYHMKA (MOPOKM,
CTPYKTYpPHbIE U3MEHEHUSI MPU FEHETUHECKOWN NaTonorum) Tpebyet
HecTaHOapTHbIX NOOXOOO0B: 34eCb HET 60MbLLUMX OOHOPOAHbIX
KIMMHUYECKNX rPpynr, a 3HaqnT, U fokasartesbHbIX aHHbIX, X MOXKHO
paccmarpmBaTh SULLbL Kak «MapaLltioTHbIe»

KpuTepueB 3()¢GeKTUBHOCTU UX Jieye-
HUA) U OrpaHUYEHUAMM peIJlaMeHTH-
PYIOLIUX WHCTPYMEHTOB, IIPEXe BCEro
MKB-10, He IpeAyCcMaTpUBaIOLIIMU II0-
IOOHOM JeTaIN3alliH.

OTIenpHO BBIZEIUM XapaKTepHbIe AJA

Halllell CTpaHbI aCIIeKThI:

® KeCTKasd perJlaMeHTallu! JIeATeIbHOCTH
XUpPypra, OrpaHWYUBAIONIAsA HOBAaTOD-
CTBO IIPU BBIOOPE METO/IA JIEUeHVIS;

* TpeGOBaHUe JJOKA3aTeTBLHOCTU MIPEUMY-
IIeCTB OZHOM METOAVKM Haj, Apyrou
OpU OTCYyTCTBUU WJIN IIPOTUBOPEYUBO-
CTU KpUTepreB TaKOM! OLIeHKU;

® TIOJIHOe WTHOPUPOBaHWe WIW, HaImpo-
TUB, TUNEPTPOPUA JUIHOTO MHEHUA
KOHKPETHOT'O SKCIIepTa.

DTO 0COGEHHO KacaeTcs PeNKUX U HeCTaH-
JApTHBIX BAPUAHTOB I1aTOJIOTUY IT0O3BOHOY-
HUKA, IIPY KOTOPBIX COGPATh HEOOXOAUMYIO
JUI CTaTACTUYECKON 06pabOTKU IPYIITy
(kak ¥ rpynily cpaBHeHUA) KpalHe 3a-
TPYAHUTETHHO.

TEPMUHOJOIMNA N KNACCU®UKALINA
OTu Bompockl B Poccuu uMeloT, Kak
HU CTPaHHO, IIepBOCTelIeHHOe 3HauyeHue.
ITpakTH4YecKu BCA MATOJIOTUA II03BOHOY-
HUKa MOXXeT ObITh KJIaCCU(PUIMPOBAHA KaK
«IeopMupyloImye gopcomnaTum» (M40-M43),
«crioHyIonarum» (M45-M49), «ipyrue 1opco-
natun» (M50-M54). ITpu atom MKB, ABaAch
He KINHWYEeCKUM, a CTaTUCTUYeCKUM KJIac-
cudUKATOPOM, UCTIONIB3YeTCs KaK UHCTPY-
MeHT a/IMUHUCTPATUBHOTO KOHTPOJIA IPU
BeJleHUU KINHUIeCKUX JOKYMeHTOB (KCTo-
puii 60I€3HM) U, K COXKaTIeHUI0, GUHAHCU-
poBaHuu. Heo6X0AMMOCTb COOTBETCTBUSA
IIaTOJIOTHUU OIlpefeseHHOMY Kiaccy MKB
3aCTaB/IAeT KIMHULKCTOB BBIOUPATh OoJtee
YIOOHYI0 MOZIENTb CTAHAAPTA IIOMOIITH (IIOPO
moJ; 6oiee TOPOTO¥ KOJ), UYTO He UMeeT
OTHOIIEHUA K CTAaHAAPTU3AIUU XUPYP-
TUYeCKUX IIOAXOA0B, CTPAaTeruu BeJleHU:A

HOJIOTUY, ITO3BOJIAIOIIEN ITOIy4aTh PeHT-
TeHOBCKHe M300pakeHUs BCEro reia
(full-body), ux TpexMepHy0 06pabOTKY
¢ a”Hanu30M Je(OopManuil 0CeBOro CKe-
JieTa ¥ 6AIaHCA TYJIOBUINA (CUCTEMbI Gec-
MIOBHOU peHTreHorpaduu). B onenke
MOOWJIBHOCTU CTPYKTYPHBIX U HECTPYK-
TYPHBIX AYT BaKHBIMU OCTAIOTCA QYHK-
IMOHATbHbIE PEHTTeHOTPAMMBI, O[HAKO
ux o6paborka B 3D-Mozenu mpuobpeTaet
WHOe KadecTBo. LludpoBsie mwiaTdopmbl
06paboTKHU JIy4eBbIX JaHHBIX (Surgimap,
MediCAD, Scoliometer, SaggitalMeter)
IIO3BOJIAIOT YYUTHIBATh PAaCIIUPeHHBIN
TIaKeT IOKa3aTeslel. BOJIbITMHCTBO U3 HUX
y’Ke BKJIIOUEHBI B CTaHJAPThI 00C/IeOBAHUA
U onieHKH 3¢ PeKTUBHOCTU. [TogBIAI0TCA
TIepBbIe IyOIIMKAIY, KACAIOIIHIeCs OLleHKU
fayaHca TYJIOBUIIA He TOJIBKO B CTaTHKE,
HO U AVTHAMVIKe, Pe3yIbTATUBHOCTY BepTH-
KaJIbHOH (IPaBUTALMOHHOM) KOMIIBIOTED-
HOU ¥ MAarHUTHO-Pe30HaHCHOU ToMorpaduu
(KT u MPT).

B03MOXHOCTH BUPTYQJILHOTO (KOMIIBIOTED-
HOI'0) ¥ PeaJIbHOI'0 06'beMHOTO MOZEeJIH-
poBaHuA (3D-IPUHTUHT) IO3BOHOYHUKA
MTO3BOJIAET IIPEABUAETH [IOABJIeHE IPOTO-
KOJIA (YeK-INCTa) AeCTBUI XUpypra, 6a3u-
pylomeroca Ha 3D-Mopenu, BbIieIeHUN
BeAYIINX CUHAPOMOB, B YaCTHOCTH, C y4e-
TOM MeTPUYeCKUX U IPOCTPAHCTBEHHBIX
mapaMeTpoOB 30HBI MHCTPYMEHTAIbHON
(dUKcaIyy, reoMeTPHUH ¥ TPAeKTOPHH BBe-
JieHVIs1 BUHTOB, TUIIA ¥ YDOBHS OCTEOTOMUU.
OnHAKO 0CTAaeTCA OTKPBITHIM BOIIPOC O TOM,
KaK reOMeTPUYeCKU YBeJNYNBaloIeecs
YUCIIO OLIeHUBAEMBbIX XapAKTEPUCTHK BIIU-
AeT Ha IIPUHATHE TAKTUYECKIX PelleHnH
U JeHICTBUTENIBHO JIU YIeT BCeX MX IS 3TOTO
HeoOXOomUM?

3AKOHbI 3BOJTIOLUN

1950-1980-e IT. 03HAMEHOBAJIUCH I10AB-
JIeHVeM OCHOBHBIX BApUAHTOB (KPIOKOBOI,
BUHTOBOMU) PUKCAIIUU IT03BOHOYHUKA,
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a 1990-e u nepBbIe ABa AECATUIETUA
XXI BeKa — MX 3BOTIONUEN U Pa3BUTHEM
PBIHKA IIPOM3BOACTBA C pa3jinyueM Kade-
CTBEHHBIX ITOKa3aTejiell KaK CaMUX UM-
IUTIAaHTOB, TaK ¥ UHCTPYMEHTApUA IJIA UX
OGBICTPOI, SPTOHOMUYHOMU (B TOM YHUCTIE
MaJIOMHBA3UBHOM) YCTAHOBKM.

DBOMIONUA METONUK 06pabOTKY JIy4eBbIX
¥ QYHKIIMOHAIBHBIX IIOKa3aTesiel, XxapaKTe-
PU3YIOIUX GPOHTAIBHBIN 1 CATUTTAIBHBIN
TIpO(IUIb TO3BOHOYHUKA B CTaTUKe U IHA-

JIOKAQJIBHOW MOGMJIBHOCTY IIPU TPEXKO-
JIOHHBIX OCT€OTOMUAX, IIOJTHOCTHIO COOT-
BeTCTBYeT TOUKe 3peHUs: Jean Dubousset,
HeOZHOKPAaTHO BbICKAa3bIBaBIIero MHeHUe
0 TOM, 4TO IIPU BO3MOKHOCTH JIOKIBHON
KOPpeKIMY Heo0X0AMO N36eraTh IpOTs-
’KeHHoU dUKcanuu (puc. 1).

K TexHIYecKrM 0COOEHHOCTSIM OIrpaHUYeH-
HBIX BMEIIATE/IbCTB MOXXHO OTHECTHU IIpYIMeE-
HeHMe HaBUTrall\y WIN BI-I,I[OCKOHI/I‘-IECKOI‘/JI
TEXHWKU [JII KOHTPOJIA 06beMa OCTEOTOMUU

PucyHok 1. lNauuneHTka, 7 neT, ¢ BPOXAEHHLIM CKONMO30M. BeayLnn nopok — HapyLue-
H1e PoPMMPOBaHUs 1 cermeHTaumm no3soHkos C—Th,

A — hOTO NaLMEHTKM A0 NEYEHUS C BbIPaXKEHHbIM AUc6anaHcoM Haanneymi;
B — peHreHorpacus No3BOHOYHUKA, NpsAMas 1 60KoBas NPoeKLWn [0 onepauum (Lmdposas o6padoTka

nporpammoi Surgimap);

B — KT, MPR-pexum, thpoHTasnbHas Npoekumns — acuMmeTpuyHas hopma HapylieHus cermeHTaumm Th.=Th,
HeCcerMeHTUpoBaHHble 60KOBbIE MONYNo3BoHkM Th —Th,. Yron Cobb — 38°;

I, 1 — peHTreHorpacus NO3BOHOYHMKA, NMpsMas 1 60KoBas NpoekLmnK, nocne onepauum (Lundposas o6padoTka
nporpammon Surgimap) — acuMmeTpuyHas bone-disk-bone octeotomus (BDBO, Schwab IV) Ha ypoeHe Th,,
3a[iHAs UHCTPYMeHTasbHas (huKcaums IoKanbHO B 30He NMopoka neguartpu4deckoit cuctemon (Th,—Th),
KoppeKumsi gecbopmanmm, nokanbHbii cnoHaunoges. Yron Cobb — 5,6°;

E — ¢hoTo naumeHTkn nocne onepauum, 6anaHc Hagnaeunin BOCCTaHOBMEH.

MUKe (TaK Ha3bIBaeMble BEIDABHUBAHUE, WU
alingment, u 6a1aHC, CONIACHO KOHIIETIITUN
KOHyca 5KoHoMUH J. Dubousset), akTyanusy-
pOBaJIa BEIOOD 30HBI PUKCALINHL.

Kak y>xe oTMeuasock paHee, 06paboTKa
JAHHBIX C IIOMOIIBIO IPOr'PECCUPYIOIINX
nudpoBRIX IIATGOPM TpebyeT IIOHUMA-
HUA GMOMeXaHUKU JedopMaliiy 0CeBOro
CKeJIeTa, OCHOBHbIE KOMIIOHEHTBI KOTOPOU
MOJKHO CBECTH K TPeM I10CJIe[J0BaTeTbHbIM
TTO3UIUAM:
1) cerMeHTapHOMY U IIOO6IbHOMY I'DaBU-
TaIMOHHOMY GaJIaHCY;
2) MOOWIBHOCTH AYT fedopMaruu 1 BO3-
MO’KHOCTY KOMIT€HCAITNH AVCOAIaHCa;
3) ONTHMM3AIUU BAPUAHTOB OIIePaTUBHOIO
JOCTYTIa, METOIUK KOPPEKITUH.

METOAUKUN MOBUJTU3ALUA

[Ilupokoe BHeApeHUe KOPPUTHUPYIOIINX
OCTEOTOMMUI II03BOHOYHUKA U UX CUCTeMa-
TH3AIVA, BKII0YaA TPEXKOJIOHHBIE OCTE0TO-
MUY, 9aCTO PACCMATPUBAIOTCA KAK OCHOBHOM
MHCTPYMEHT KOPPEKIINHY TSKeNbIX U IeKOM-
MTeHCUPOBAHHBIX BAPUAHTOB.

TPEH,Z[ Ha OrpdaHHUY€HUNE€ 30HBbI (I)I/IKCEI-
IOWH, B TOM YUCI€ 34 CYeT JOCTHUXXKEeHUA

(MHTpaonepaoOHHbIN HeMPOMOHUTOPYHT)
¥ 00'beéMa BBIIOJTHEHNS OCTEOTOMUU (HABU-
ranys KOCTHBIX MHCTPYMEHTOB, SHJJOBUIE0-
accucrennys). [Ipu 5ToM IpoGieMbl UHTep-
TIPeTaIVX Pe3yJIETATOB MHTPAOIIEPAIIIOHHOTO
HeMPOMOHUTOPHHTIA C yIETOM KOJITIECTBA
JIO’KHOOTPUIIATENILHBIX U, YTO GoJIee BAXKHO,
TIOJIO>KUTE/TBHBIX JAHHBIX COXPAHAIOTCA.

OcHOBHBIE PabOTHI B 3TOM chepe Hampas-
JIeHbI Ha apTyMeHTAaI|Io IIPOTOKOJIOB Hel-
podU3U0IOTrNIeCKOT0 KOHTPOJIA U Jeii-
CTBUM B CUTyallAX C IOTepel CUTHAJIOB
(mpoTokomer NASCIS II, 11T u ap.). Ina cokpa-
IeHUA BePOATHOCTH Pa3BUTUA OCIOXKHe-
HUI 000CHOBAHBI IPOTOKOJIBI (U€K-TUCTHI)
IIPeZIOTIePAIIOHHOTO 00C/IeIOBAHNA, IO/TO-
TOBKU IAIHEHTOB C yIaCTHEM MYJIBTH/IHC-
IUIUTMHAPHOU KOMaHABI CIIeINaINCTOB,
JeHiCTBUI GPUTAZBI BO BpeMs OIepariiu
TP KOppeKIuu fedopMaruil T03BOHOY-
HUKa, B TOM YHCJIe BPOXKIEHHBIX.

r’MePNAN3ALNA METOAUK

OnyH 13 TPeH/IOB XUPYPTUU BPOKIEeHHBIX
IIOPOKOB Pa3BUTHUA II0O3BOHOYHUKA — CH-
MYJIBTAaHHOE TIPHMeHeHVe TeXHUK JiedeHIA
KOMOVHVPOBAaHHOH IIaToIoruu. Bo MHOTOM
3TO OIpeJesIAeTC s CO3IaHNeM CyOCTIenaTb-
HOCTU — CIIUHATBHOU XUPYPTUU, 00BeIu-
HAIOIIEeN HeHPOXUPYPTrUIecKye 1 OpToIe-
JU9ecKyie MeTOJVIKY.

HauGosiee BoCcTpeOOBaHbI KOMOUHAIAN
MEHUWHTOJIN3a ¥ MEHUHTOPaJUKYJIOIN3a
¢ ¢puKcanyell TO3BOHOYHUKA (PUC. 2), a TAKXKe
OCTeOTOMUY IIO3BOHOYHMKA C JTHAMIYEeCKON
WIV TOTQJIBHOM ITOIPY>KHOM MHCTPYMEHTa-
el u (WiKM) C BpeMeHHO BHeIlIHell BHe-
o4aroBoii HapyxHoii TII®, armaparamu halo-
gravity, halo-pelvic, halo-cast.

EANHBIN A3bIK

IIpocIeKTUBHbIE MYJIETUIIEHTPOBBIE HCCITE-
JTOBaHUS C MEXKIKCIIEPTHBIM KOHCEHCYCOM
[M3afiHA CeTOAHA CJIeflyeT IPU3HATh HaU-
6osiee 3(pHeKTUBHBIMU IS Pa3paboOTKU
KJIACCU(PUKAIUI U IPOTOKOJIOB BeAEHUA
GOJIBHBIX IPU PA3JIUYHOU MATOJOTUU.
Ho nmpuMeHUTEeNIBHO K IPyIIIe BPOXKAeH-
HBIX IIOPOKOB Pa3BUTHS IO3BOHOYHUKA 3TOT
Pecypc MOXKeT OBITh OTPAaHUYEH MaJIOYUC-
JIEHHOCTBIO KOTOPT C OMHOTUITHBIMU aHO-
MaIAAMY WIN UX COYeTaHUAMU. IMeHHO
[T03TOMY MYJIBTULIEHTPOBOI PETPOCIIEKTHB-
HBIF aHAIN3 U CUCTEMAaTHU3aIusa 0630pOB
OCTAIOTCS KpaliHe BRXXHBIMU I HOPMU-

MaTonorma No3BOHOYHMKA MOXET ObIThb KnaccndumumpoBaHa Kak
«gechopmupytome gopconatmm» (M40-M43), «cnongunonatum»
(M45-M49), «gpyrue gopconatum» (M50-M54). Mpu atom MKB, aBnssice
He KJIMHWUYECKUM, & CTaTUCTUHECKUM KaCCUMKaToOpOM, UCMOSb3yeTCs
KaK MHCTPYMEHT agMUHUCTPATUBHOIO KOHTPOSS NMPY BEAEHUN UCTOPUIA
©60ne3Hn 1 pacyete hmHaHcMpoBaHus. Heob6xoanmocTb
COOTBETCTBOBATL onpenefnieHHoMy Knaccy MKB 3actaBnsieT Bpayen
BblOMpaTh 605ee ygobHyo Mofesb cTaHgapTa noMoLm (nopow nog
6oree OOpOron KoA), HTO He MMEET OTHOLLIEHMSA K CTaHOapTu3aumnm
XUPYPruyeckmx nogxonos 1 Ux peaynsratam, HO YCIOXHAET
KIMMHUYECKYH0 OLIEHKY CaMOoW naTonorum

U UCTIOTBb30BaHMe YIIBTPa3ByKOBOIO KOCTHOTO
HOMKa [y pe3eKIIUU KOCTHBIX CTPYKTYP IO-
3BOHOYHUKA. OT/@IBbHBIN TPeH | SBOJIIOIN
BepTeOPATBHON XUPYPIUH CBA3aH C KOHT-
posieM JefiCTBUY XUpypra I COKpaleHuA
HauboJIee cepbe3HbIX OCIOKHEHME Ollepariyi
Ipu fieopMaIHEIX — HeBPOJIOTMYeCKUX 1 MH-
(exioHHBIX. OCHOBHBIE MHTPAOIIEPAIIOH-
HbIe MEepPOIIPUATHIA KPATKO MOXKHO CBECTH
K KOHTPOJIIO UMILIAHTAllM KOHCTPYKIINH
(dumopo-, KT+, MPT-, 3D-111a6/10H-HABUTAITH),
COCTOSTHUA IIPOBOJHUKOB CIIMHHOTO MO3Ta

POBaHUA €AMHOTO A3bIKA OI[eHKU U IIPOTO-
KoJI0B (guidelines) BefieH1A TaKUX MTalyieH-
TOB. Ha Ham B3WIAA, Cpeqyl COBpeMeHHBIX
TPEH/IOB XUPYPTrUU BPOXKAEHHBIX edop-
MaIii II03BOHOYHMKA, MOYKHO BBIJEIUTH
clefytonye:
® NUMArHOCTUYeCKUM, KOTODPBIN CBA3aH
C TpexMepHON JIydeBOU BU3yaJIU3ally-
eii, JeTanu3alvell aHATOMHUU IIOPOKa,
UCTIONMb30BaHUeM IUGPOBBIX IUIATHOPM
OLIeHKU IIapaMeTPOB U YTOUHeHueM 6a-
JIaHCAa TeJIa;

PucyHok 2. lNaumneHTtka 6,5 roga

C BPOXAEHHbIM KNGOCKONMO30M Ha hoHe
cnuHanbHon auapadmm — MUeNIoOMeHnH-
rouese ¢ ypoeHs Th

A — hOTO NaLMEHTKN [0 NIeYEHUSs C BbIPaXEHHbIM
hpPOHTasNbHLIM ANCOaNnaHCcoM.

B — peHreHorpacus no3BoHO4HMKA, NpsMas

1 6okoBas npoekummn fo onepauun, KT VRT-pexum,
fopcasbHas 1 60koBas NPOeKLMN — acMMMeTpUYHas
thopma HapyweHus cermenTauum Th—Th, ,, HecermeH-
TUPOBaHHbIE 60KOBbIE MoMyno3soHku Thy, Th,,
YCNOBHO.

" — WHTpaonepaLWoHHble (hOTO: acMMeTpUYHas
PSO-octeotomus (Schwab lll) Ha yposHe Th, ~Th,,
bone-disk-bone-octeotomusi (BDBO, Schwab V)

Ha yposHe L,— L, L,—L,, 3aAHAs MHCTpyMeHTasbHast
duKcauma negmaTpuHecKorn CUCTemMomn (ThS—Ls),
Koppekuma aedopmauum, fokanbHbIA CNOHANIOAES.
KoppeKuusi KnthoTUHecKoro 1 CKonmMoTn4ecKoro
KOMMOHEHTOB fechopmauinm 96 % n 78 %
COOTBETCTBEHHO.

1 — peHreHorpadms No3BOHOYHUKA, MpAMas

1 6oKoBas NPoOeKLMK, Nocse onepauum — carutranb-
HbI 1 PPOHTaNbHbIV 6anaHC BOCCTaHOBIIEH.

*  MYJIBTHAMCIMIUIMHAPHOCTh CHH/IPOM-
HOU OLIeHKMU CTaTyca ITalieHTa U CBs-
3aHHBIX C 9TUM PUCKOB JIeYeHUT;

® KOMIUIEKCHAas AMArHOCTHKA IIaTOJIOTUU
IT03BOHOYHUKA U COIYTCTBYIOIIUX COCTO-
AHUN HeN30eXXHO IPUBOAUT K yTOYHE-
HUIO IUTAHUPOBAHMA 00beMa OIlepariiy;

* MaJOTPaBMAaTUYHOCTH JOCTYIIA, B TOM
YycsIe IPY OCTEOTOMUY ITO3BOHOYHUKA,
1 0OOCHOBAaHHAA MWHHMMU3ALIMA IIPO-
TSXKEHHOCTHU 30HBI MHCTPYMEHTAIBHOM
¢buKcanyy MO3BOHOYHUKA Y JleTel paH-
HEro BO3pACTa PAaCcCMATPHUBAIOTCA KaK
TIpeJIIOYTUTE/IbHEIE;

* HeCTaHJAPTHbHIE IOJXOABI — penKasd
XUPYPryus peJKux 3a0osieBaHUM II0-
3BOHOYHUKA (IIODOKH, CTPYKTypDHBIE
U3MeHeHU IIPY TeHeTHIeCcKUX 3aboire-
BaHUAX). [Ipy OTCyTCTBUM GOJIBIINX Off-
HOPOJHBIX KJIMHUYECKUX I'PYII HEeBO3-
MOXXHO PacCMaTpUBaTh TaKHe JAHHbIE
KaK JlOKa3aTeJbHbIe, HO CJIef[yeT XapaK-
TEPU30BATh UX KAK (IIapAIIIOTHEIE.

HeoOxomyMbI IIMPOKHE KOTOPTHbIE Y MYJIBTH-
LIEHTPOBBIE UCCIENOBAHA I 0OOCHOBAHUA
TIPOTOKOJIOB U YHU(DUKAITY aHAIN3A Pe3yJlb-
TaTOB B PAMKaX BHYTPU- U MEXKIKCIIEPTHBIX
COIVIAIIeHUA.
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TaTbsiHa HukonaeBHa
MAJIOPOJOBA

K.M.H., JOLeHT Kadeapbl (hapMakosniormm 1 KImHu-
4ecKoii (hapMakosiorMm MeauLIMHCKOro UHCTUTYTa
Benropoackoro rocyAapcTBEHHOro HaLMOHaNbHOro
nccnenoBartesibCKoro yHeepcuTeta

(HWY «Benl'y»), Benropon

KpuctnHa KOpbeBHa
PABU3A

AcnvpaHT Tol Xe Kadpeapsl, Benropop

Mwixaun Bnagumunposuny
MOKPOBCKMUW

[.M.H., npodheccop, 3aB. kadeapon hapmakosno-
T U KIMHNYECKON (hapMaKonornm MeamLmMHCKOro
nHctutyta HNY «BenlY», Benropon

EBreHun AnekcaHgpoBuy
MATPAXAHOB

M.H.c. na6opatopuu reHeTUHeCcKNX TEXHONOr A
1 FeHHOro peAaKkTUPOBaHMA AN GUOMEANLIMHBI
n BetepuHapun HNY «Benl'Y», Benropop,

Hapba HukonaeBHa
CYLLUKOBA

M.H.c. Toi xe na6opatopuu, Benropog

ViBaH Unbny
FAJIKWH

H.c. HcTtutyTa 6muonorum reHa (Mocksa)
1 OO0 «MapnuH Buotex» (Coun),

C.H.c. HNN dmsmnko-xummyeckoin 6rnonormm
um. A.H. Benosepckoro, MI'Y

mMm. M.B. JlomoHocoBa, Mockea

Mapus lOpbeBHa

LWYBUHA

K.6.H., H.c. OO0 «MapnuH Brotex» (Co4n)
1 naéopaTopuv MOAENVMPOBaHWSA 1 Tepanun
HacnencTBeHHbIX 3a6oneBaHuin MIHcTuTyTa
6uonorun reda PAH, Mockea

MapbsaHa BnagumnpoBHa
BAPOVNHA

K.6.H., H.c. OO0 «MapnuH Buotex» (Coun),
3aBepytoLLas naéoparopvein MogenmpoBaHus
1 Tepanuu HacneacTBeHHbIX 3a60neBaHnin
MHctutyTa 6mnonormm resa PAH, Mocksa

TaTtbAHa BnagnmmnpoBHa
EFOPOBA

Pykosogutene naéoparopuv reHHou Tepanum
00O «MapnuH BroTtex» (Coum), H.c. nabopaTopmmn
MOAEIMPOBaHNs 1 Tepanuu HacneaCcTBEeHHbIX 3a60-
nesanuii NuctutyTa 6monorum rena PAH, Mockea

Onbra CepreeBHa
FPO3HOBA

[.M.H., npodheccop kadeapbl NHHOBALMOHHON
negmaTpum n getckon xmpyprim Nuctutyta
HenpepbIBHOro 06pa3oBaHMs U NPOteCCMOHaNbHO-
ro passutusa re0y BO «PHUMY nmenun

H.W. Muporoea» MuHagpasa Poccun, aMpekTop
61aroTBOpUTENIbHOrO (hoHAA MEAMKO-CoLManbHbIX
reHeTU4eCcKMX NPOEKTOB MOMOLLM «eHoM XKn3Hun»,
I.H.C. OTAeNna AeTCKOW Kapavonornm n aputmoro-
rum OCIN «HUKW neguatpum nm. akagemmka

10.E. Benstuwesa» ®re0Y BO «PHUMY

nmenun H.W. Muporosa» MuHappasa Poccuu,
Mocksa

Anekcen BacunbeBuy
JENKVH

K.6.H., AMpeKTop 06bEANHEHHOrO LIEHTPa FrEHETH-
yeckux TexHonorun HAY «benl"Y», Benropog

Buktopusa lOpbeBHa
BOVIHOBA

[.M.H. npocheccop, pyKOBOAUTENb OTAENA KIMHM-
YeCKoW reHeTuku, r.H.c. OCIM «HUKU negunatpum
umM. akagemuka tO.E. Benstuesa» 1 3aBegytoLas
kadeaport o6LLeN N MEAULIMHCKON FEeHETUKN
MepaunKo-6uonoruyeckoro akynsteta PreQY BO
«PHAMY nmenn H.W. MNMuporosa» MuHappasa
Poccuun, Mockea

Co3paaHue XXUBOTHOU Moaenu 3aboneBaHusd
ANA pa3paboTKM nevyeHUsa PeCTPUKTUBHOU
KapagumomuonaTtum y pebeHka

lNepcoHanmanpoBaHHas MeanLmHa — 3TO CIIOXKHas MHTerpaT1MBHas KOHLUEenUms 34paBoox-
paHeHusi. OQHUM 13 BapuUaHTOB ee MpaKTUYECKOW peann3auymm ctasa COBMECTHbIV MPOEKT
rovcka ryTev JieHeHUs1 KOHKpPEeTHOro nayneHTta Ha 6ase besiropockoro rocyapcrBeH-
HOro HaunoHasibHoro ncenegoBartesisckoro yHimsepcuteta (HUY «benlVY»), OCI «HUKU
negnatpun v geTckou xmpyprim uM. akagemmka tO.E. Benbtuiyesa», OO0 «MaprivH

Buotex» n psaa apyrux Hay4HbIX U MeaULMHCKNX LIEHTOB.

KNMHUYECKUI CNY4AN

Bce Hayajoch ¢ MaJIeHBKOIO IalleHTa
C PeCcTpUKTUBHOU KapAuoMUOIIaTHeU
(PKMII). MHOTHE Bpauu IpeJCKa3bIBAIN
pOAUTENAM CKOPOe HACTyIUIeHHE CepAed-
HoH HefoctarouHocTu (CH) 1 Heobxoau-
MOCTbH B Ilepecajike cepana. [eHeTuyeckoe
HCUIef0BaHYe BbIABIIIO MyTAIIUIO, 3aTPark-
BaOIIYIO MOCJIe0BAaTeIbHOCTE TeHa FLNC,
Kogupymwoinero 6emoxk ¢mwiamuu C.Dta
HaxoZKa CTaja KJIIYeBbBIM MOMEHTOM
JUL Hadaya OOJIbIION PaboTHI B MOIBITKE
TIOMOYE PebeHKY B KOPPEKIIVH ero MaToJIo-
ruu. Huke npezicTaBieHa KpaTKasg UCTOPUA
60s1e3HU.

MaJtburKa Tpex JIeT U ABYX MecsIeB 00cie-
JOBaJIM B KAPAUOJIOTUYECKOM OTHEIeHUN
B CBA3U C aHAMHE30M JIETOYHOM T'UIlepTeH-
3UM U PECTPUKTUBHOM KapAVMOMUOIIATHM.
PeGeHOK POAWICA IyTeM KecapeBa CeueH
Ha Cpoke 37,5 Hefelb U3-3a MaJIOBOAUSA
¥ aKMHe3UH IUI0Zia. POCT 1 Bec mpu poxze-
HUU — 49 cM u 2785 T, OIleHKa II0 IIKajie
Amrap — 9/10.

B 5 Henens axokapauorpadus (OxoKT) BbLa-
BIJIa MHO>KECTBEHHBIE MeJIKHe e eKThI
MeXOKeIyJOUKOBOM ITeperopoiKU, OTKPBI-
TOe OBAJIbHOE OKHO U IIPU3HAKU JIETOYHON
runeprensuu (JIT).

B 8 mecAneB npoBefeHa KaTeTepu3anus
cepAla — AaHHBIX 3a JII He OGBLTO, XOTS
B 3aKJIIOYEHUM eCTh IU(pPhI, yKa3bIBalo-
IIye Ha JIETOYHYIO BEeHO3HYIO TMIIePTEeH3UI0
(ZaByleHMe B JIETOYHOU apTepyUy IIOHIKEHO
JI0 25 MM PT. CT. 6e3 MOBBIIIeHNUA UHAEKC A
CONIPOTUBJIEHUA JIETOYHBIX COCYJOB).
HeG6oJIbIIIOI IYHT CIeBa HAIpaBo (medexT
JKeJTyIOYKOBOM IIeperopoKy IUTIOC OCTaTOY-
HBIN JedeKT Ipe/icepAHON ITeperopoAKHU),
HOPMaJIbHOE JaBJICHHE B JIEBOM KeJIyA0UKe
(JIXK) Ge3 ero oocTpykuuu. [Jasiaenue RA =
6; RV = 29/6 (19,7); LPWC — 8; CI — 3,6;
Qp/Qs — 1,2:1; PWR 2,3 Bt (3,97 BT/M2 —
paccuutano B HMKW uM. BensTHuinesa).
9x0KI' — AByCTOpOHHETO yBeI4eHUs HeT.
DKI' — cuHycOoBbIN pUTM,110 ya./MuH, yBe-
JIM4eHue IIpaBoro npeicepayns, TuIepTpo-
(uA mpaBoro U JeBoro xKeaygodkos (ITDK
u [VTK).

B TpexsieTHeM Bo3pacTe IIpoBefieHa BTOpasd
KaTeTepu3aly:A cep/lia B CBA3U C yBeJInde-
HUeM IpeficepAnii, BbIABIEHHBIM ITpU DX0KT:
3HaYUTEIbHOE MOBbIIIeHNe JaBeHn: B JDK,
PpacimipeHye JeBOIo U IIPaBOro IpeJcepauii,
JasieHue RA =7; RV =40/12 (cpenaee — 26,4,
paccuutano B HUKU um. Benprumiesa);
MPA — 35/15/25; LAm — 20 MM pT. cT.; CI—
4,4; Qp/Qs — 1:1; PWR — 1,1 Wu (2 Wu/m?).
boeura guarHoctuposaHa JII. PekomeH0BaHO
JledeHre acliupruHOM — 40,5 MT B [IeHb.

B 2018 rozy 6110 IPOBEJIEHO ITOTHOIK30M-
HOe CeKBEHHPOBaHUe Yy IIPOGAH/A U ero
ponutesniei. Bapuant de novo B reHe FLNC

PucyHok. KnuHnyeckas reHeTuKa.
Y3W-ncenengosaHue

(mesenmua BHYTPU PaMKU CUWTHIBAHUA)
KIaccuPUIMPOBAIN KaK BepOATHO I1aTo-
reHHbIN. BrrocaencTsuu ABe gpyrue j1abo-
paTopu¥ MOBTOPHO IIPOAHAIU3UPOBAIN
HeoOpaboTaHHbIe JaHHbIE U COIIACIINCH
¢ kiaccupukanueit. Takke 6bUT IPOBeZieH
XPOMOCOMHBIN MUKPOMAaTpPUYHBIN aHAIN3,
KOTOPBIU He BhIABII HUKAKUX U3MEeHEeHU
yroia konui JJTHK, MMeImux u3BecTHoe
KIMHUYeCKOoe 3HaYeHre. SHAYMMBbIX 00JIa-
CTell TOMO3UTOTHOCTU U OTHOPOAUTENb-
CKOU M30IMCOMUU TaK:Ke He HaOJTI0aIOCh.

Cemeiinblii aHamHe3: y HEPOACTBEHHBIX
ponuTesel ecTh JBe CTaplIne 340POBbIe
Jlo4epy, OTPUILIAIOT BPOXKAEeHHbIe aHO-
MaJu¥, KapANOMMOIIaTUY MU HepBHO-
MbIIIIeYHbIe 3a00IeBaHuUsA.

FEHETUYECKWUN ACMNEKT

Jns nccnenoBaHUA MeXaHU3Ma Pa3BUTUA
3abosreBaHUA U U3ydeHus1 3 PeKTUBHOCTH
NOTeHIMAJIbHBIX TeHOTepalleBTUYEeCKUX
JIEKapCTBEHHBIX IIPeNapaToB MeTO[0M
TeHHOT'O PeIaKTUPOBAHMA ObLIN CO3/IaHbI
MBIIIH, HeCylyue B CBOEM FeHOMe MyTa-
LU0, KaK y anyeHTa. U yCTaHOBJIEHUA
COOTBETCTBUA CUMIITOMAaM Pa3BUTHUA 3360-
JIeBAaHUA Y MBIIIeN COCTOAHMIO MallieHTa
6bUIH CHOPMUPOBAHBI SKCIIEPUMEHTAIIb-
HbIe IPYIIIIBL.

MpeimiaM NPOBOAUIMN YJABTPa3ByKOBOE
U 3JeKTpoKapauorpaduieckoe Hccie-
moBaHuA ceppua (OxoKI u DKI), a Takxke
Harpyso4YHbIe TeCThI, BO BpeMA KOTOPhIX
MO OIIbITHRIE KMBOTHBIE IUIABAIX B BOJE
C yTsKeJleHueM Ha XBocTe (10 % oT Macchl
TeJa) LI OllpefieIeHNs X obImero Gpusu-
YEeCKOI'0 COCTOSHMA.

BriABieHa TeHIEeHIUA K COKPaIlleHUIO
BpeMeHMU IUIaBaHUA Y MbIIIeH-TpaHCIeHOB
C JOCTOBEPHLIM €I0 YMEeHbLIIeHeM B BO3-
pacte 6 1 8 HeLelb, KOTOPOE COCTAaBIIIO
87,25 £ 10,96 u 75 * 7,11 ¢ B rpymnme
TPpaHCreHoB U 96,05 + 10,14 u 97,59 £ 7,7
C COOTBETCTBEHHO. Y Mblei-MyTaHToB FLNC

3aperucTpyUpoBaHa MEHbBIIAA Macca Tejaa
TI0 CPAaBHEHUIO C KOHTPOIBbHOM Irpymol. OHa
OKa3aIach CTaTUCTUYECKU HIDKE B BO3pac-
Te 4 U 6 HeJenb, cOCTaBUB 14,94 * 0,58
1 18,31 + 0,51 T y JUKUX MbIIIeH IIPOTUB
13,52 +0,79 1 17,5 £ 0,56 I y TPaHCI€HOB
COOTBETCTBEHHO.

OCHOBHBIM METOZOM HCCIIeJOBAHUA KaK
y 4eJIOBEKa, TaK M y MBbIIIeU ABIAeTCA
OxoKI, nmpoBoguBIIaAcCA y *XUBOTHBIX
C 4 HeJeNlb, KOIJa Te BecAT MeHee 15 TI.
Y TpaHCTeHOB C 5-HeZeJILHOIO BO3pacTa
BBIABJIEHBI U3MEHEHUA YJIbTPA3BYKOBBIX
IapaMeTPOB, XapaKTePU3YIOIUX JUACTO-
sndeckyo ¢yHknuio cepana (APC), aro
CBUJIETENILCTBYeT O HapyIIeHu! pacciab-
snenun JIK y Meimeii. IMeHHO 9TU U3Me-
HeHUdA nofreepxaamT passutue PKMII
y ’KUBOTHBIX. EcZin B 5 HeZleslb cpefHee
cootHomeHue E[A, xapaktepusyromee [JOC,
cocTaBWiIo 2,11, TO ¢ BO3pacToM OHO yBe-
JIMYYBAJIOCH, IOCTUTHYB 2,28 B 24 HeJle/IN.
B 510 Xe BpeMs y MbllIell 6e3 MyTaruu
oHO coctaBwiao 1,83. Ilo cpaBHeHUIO
¢ rpynmnoii koHTpoiud IVRT ymMeHbIIIIICA
€6,61%0,46 mc 10 4,32 £ 0,21 mc (p < 0,05)
B I'DyIlIle TPAHCI€HOB. BBIABIEHO JOCTO-
BepHoe cHmkeHUe DT: y AMKUX MblIlIen
14,91 £ 0,26 mc mpotus 12,42 + 0,313 McC
y TpaHcreHos. KpoMe Toro, y TpaHCres-
HBIX MBIIIeH BBIABJICHO YMeHBbIICHUe
KOHEYHO-CUCTOJIUYECKOTO0 U KOHEYHO-
JIMIaCTOIMYeCKOro pasmepa u oovema JDK
IIpY COXpaHeHHO! (GpaKIMY ero BEIOpoca.

KoneuHBIN JuacTOJUYECKUUN pa3Mmep
JDK 6bLI JOCTOBEDHO MEHBIIIe Y MBbIIIeH-
MyTaHTOB FLNC 110 CpaBHEHMIO C KOHTPOJIb-
HOMU I'PYIIION (YTO YKa3bIBaeT Ha MEHbIINM
pasMep cepzna). B rpynne KOHTpoJIA OH
cocraBsuia 2,71 £ 0,05 cm, 2,8 £ 0,05 cwm,
2,86+ 0,04 c™, 3,0 £ 0,05 cM, a y TpaHCcre-
HOB— 2,57 £ 0,06 cM, 2,67 £ 0,06 cMm, 2,71
+ 0,05 cMm, 2,79 * 0,05 cM B Bo3pacre 4, 5,
6, 8 HeeIb COOTBETCTBEHHO. BLIABIEHO
YMeHbIIIeHNe KOHEYHOI'O CUCTOJIMYeCKOTO
pasmepa JIK, cocTaBuBIIero B rpyIiie KOHT-
poia 1,86 £ 0,04, 1,91 £ 0,04, 1,96 £ 0,03,
2,06 + 0,04, ay Tpancresos — 1,75 £ 0,04,
1,83 £0,04, 1,85+ 0,03, 1,93 £ 0,04 B BO3-
pacre 4, 5, 6, 8 HeZleJIb COOTBETCTBEHHO.

KoneuHo-guactonnyeckuii oo6nem JIK
OBbUT JOCTOBEPHO MEHBLIle B BO3pacTe 4,
5, 6 1 8 HeZleIb, COCTABUB B I'PYIIIIEe KOHT-
poi 0,056 + 0,003 cm®, 0,061 + 0,003 cm?,
0,065 + 0,003 cm3, 0,074 * 0,004 cm?,
a B I'pylile TPaHCTeHHBIX >KUBOTHBIX —
0,048 + 0,003 cm?, 0,053 £ 0,003 cm?, 0,057
0,005 cm3, 0,06 + 0,003 cM® COOTBETCTBEHHO.
Ha6moaiock [OCTOBEpHOE yMeHbIIle-
HUe KOHEYHO-CUCTOJUYEeCKOro oObheMa
JDK: 0,02 * 0,001 cm?, 0,021 + 0,001 c™m?,
0,022 +0,001 cm?, 0,026 £ 0,001 cv?® B rpyrme
KoHTpOoJA mpotus 0,017 + 0,002 cm?, 0,019 £
0,001 cm®, 0,019+ 0,001 cm3, 0,021 £0,001 cm®
B I'pyIIie TPAaHCTeHOB B Bo3pacre 4, 5, 6,
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8 HeJeJTb COOTBETCTBEHHO IIPY COXPAaHEHHOM
(paxiuy BEIGPOca U GPAKIVY YKOPOYEHVISL.
JlOCTOBEpHBIX Pa3iIIMi B TOIIIIHE MeXOKe-
JIyIOYKOBOU IT€PeropOAKU B JUACTOIY WJIN
ToyHe 3agHel cteHKU JIK He BBIABIIEHO.

Ipu uccen0BaHUY AVACTONMIeCKON (PyHK-
LM CepAlla YCTaHOBJIEHO, YTO COOTHOIIIE-
Hue E[/A cocraBmio 1,93 £ 0,03, 1,95+ 0,03,
1,95+ 0,03, 1,9 + 0,04 B rpyIire KOHTPOJIA
nportus 2,02 + 0,07, 2,01 + 0,05 (p < 0,05),
2,12+ 0,05 (p < 0,05), 2,11 £ 0,05 (p < 0,05)
B rpy1e TpaHcreHos. IVRT no cpaBHeHMIO
C rpymmnou KoHTpoi (6,37 £ 0,32 Mc, 6,39
+ 0,31 Mc, 6,08 £ 0,23 Mc, 6,44 * 0,24 MC)
yMeHbIIWICH 10 6,32 £ 0,43 Mc, 5,34 £
0,05 Mc (p < 0,05), 4,92 £ 0,23 mc (p < 0,05),
4,86 *+ 0,26 Mc (p < 0,05) B rpyIiIe TpaHC-
TeHOB B BOo3pacTe 4, 5, 6, 8 HeZleJIb COOT-
BeTCTBEHHO. JlocToBepHOe yBenndeHue DT
BBIABJIEHO B BO3pacTe 8 Helleslb U COCTa-
BWIO Y AMKUX MbImIeit 14,8 + 0,25 mc po-
TUB 13,49 *+ 0,33 MC y TPaHCTe€HOB. B BO3-
pacte 6 u 8 HeleNb 3aperUCTPUPOBAHO
JIOCTOBEPHOE YBeJIMYeHNe Pa3MePOB JIEBOIO
npezcepAuns, KOTOpoe COCTaBWIO B IPyIIIIe
KoHTposA 1,11+ 0,03 cm 1 1,14 £ 0,03 ¢,
a B UcciefiyeMoli rpymme — 1,17 £ 0,03 cm
u 1,24 + 0,04 cM COOTBETCTBEHHO.

ITpu aHanm3ze DKI piuTenbHOCTH 3yO1a
P 6nu1a Gosbllle B TPAaHCTeHHOM rpyIIle,
JIOCTUTHYB CTaTUCTUYECKON 3HaYMMOCTU
B BO3pacTe 5 HeAeab, a UMeHHO 15,5 *
1,57 Mc B rpymie KoHTposa u 20,0 £ 2,38 mc
B I'PyIIIIe TPAHCTEHOB (p < 0,05).

Eme ofHMM BaXKHBIM HCCIeOBaHUEM
OBUIO M3MepeHVe BHYTPYKETyL0IKOBOTO

Ans nccnenoBaHna MexaHn3Ma pasBuTUA 3a60oneBaHns

1 3¢ hEeKTUBHOCTU NOTEHLMANBHBIX FeHOTepaneBTUYECKNX
NeKapCTBEHHbIX NpenapaToB METOAOM FeHHOro pefakTUpoBaHUs Gbinu
CO3[aHbl MbILLK, HECYLLIME B CBOEM reHOME MyTaLMio, KaK Yy naumeHTa

ImapieHuA. Y 18-HemeJbHBIX MBIIIeH
JAUACTOJINYeCKOoe JaBJIeHUe COCTaBJIAIO
10,5 MM PT. CT. io 41 16,5 MM PT. CT. (p < 0,05)
IOCJIe BBeIeHNA aipeHAINHA, B KOHTPOJIb-
HOM IpyIle 3TOT IIOKa3aTeJlb PaBHAICA
7,2 MM PT. CT. 1 7,6 MM PT. CT. COOTBETCTBEHHO,
4TO oATBep KaaeT passurre PKMIL.

Mopdonorudeckre U3MeHeHUsI, BbIABICH-
Hble IIPU TUCTOJIOTUYeCKOM UCCIeJOBaHUY
B IpyIIle TPAaHCTeHOB, UMEIOT Pa3HOHa-
IIpaBJIeHHBIN XapaKTep U 3aKI0YaioTCs
B AVCKOODAWHUPOBAHHOM HapacTaHUU
3HaYeHUM aHaIU3NpPyeMbIX MopdoMeTpu-
YeCKUX IoKasareseil. Takue Mopdosornde-
CKHe U3MeHeHNA, KaK JIOKAJIbHbIE YIaCTKA
C ’KMPOBOY TKaHBIO, pa3pacTaHue CoeJUHU-
TeJIbHOM TKaHU, KJIeTOYHasA NHGUIbTPa-
LA, U3MeHeHre MHTeHCUBHOCTU OKPACKHU
LIUTOILIa3MbI KAPAWOMHOLTOB U X pasMe-
POB, CBUETEIBLCTBYIOT 0 Halmunuy PKMIL

B Bo3pacTe 24 Hejleslb Y MBIINIeH BBIAB-
JIeHBI CJIeflyloIiyie maToMopdomorndecKue
U3MEHEeHUA.

1) BeipaxeHHOe HapyllleHre MUKPOAapXU-
TeKTOHMKU MUOKapZa ¢ o4araMu HeyIo-
PAIOYEHHOCTH KaK KJIETOYHBIX LIeTI0YeK
(BOJIOKOH), Tak U OTZEJbHBIX KapLUo-
MUOILIATOB.

2) Tuneprpodua KapAMOMUOLIUTOB, YACTO
ACMMMETPUYHOIO XapaKTepa, IIpUAaio-
mero KjaeTKaM IPUYY[JIUBBIN BH],

U TonorpaduyecKy acCOIUNPOBAHHAA
C UHTePCTUITUATHLHBIM (pubposom. [Tpu
3TOM OTMEeYJINCh IIOIMMOP(hU3M U THIIep-
XpOMarto3 sAznep, MUOGUOPIUISIPHBIE TUC-
TpoduyecKyie U3MeHeHUA KapAHUOMUIO-
LIUITOB.

3) DHAOKapAVAIbHBIN U MUOKaPUATbHBIN
($u6PO3 BHINIIEOINCAHHBIX TUIIOB.

4) VHTepCTUIMATbHBIE U3MEHEHU MUO-
Kap/ia B BUJIe MEXKMUOIIUTAPHBIX CKOII-
JIeHuI aMop(hHOT0 MaTPHUKCA, YTO COOT-
BETCTBYeT IIPeJICTaBIeHUAM 06 NHWIH-
TPAaTUBHBIX KapAUOMUONATUAX. [Ipu
3TOM OTCYTCTBUE BTOPUYHOT0 MOp(PoIIo-
TUYecKoro cy6crpara (aMHJIOULO3,
60JIe3HU HAKOIUIEHUsI, SKTOIIMYeCKIe
KJIeTOYHbIe MHOIBTPATHI) Iae€T OCHOBA-
HYe PacCMaTPUBATh BhIABJIEHHBIE IIOPa-
YKeHUA KaK UJUonaTudecKue.

5) MUKPOCOCYAMCThbIE M3MEHEHU B BUZE
nposaBiIeHNH (pubpo3a CTEeHOK apTe-
PUOJI U MeJIKUX apTepuil, SHAOTeINaIb-
HOY npoiudepanyu U Cy>KeHus CoCy-
JUCTBIX IIPOCBETOB BCJIEACTBHE 3TUX
U3MeHEeHUN.

CormocrapyieHre ¢ JaHHbIMU KPYITHBIX 0600~
LIAONTUX PAGOT O ITATOMOP(OIOTHIECKIX
KPUTEPUAX TeHeTHIeCKU JJeTepPMUHUPO-
BAaHHBIX KapAUOMUOIATUN CBUAETED-
CTBYET O TOM, UTO Y U3YUYEHHBIX 0COGeit
€CTb CJIefIyIoIyie COOTBETCTBUA KPUTEPUAM
PEeCTPUKTUBHOM KapAUOMUOIIATUN.

MakpocKonu4ecKHu

1. lunaranusa npejcepAui IIpU OTCYT-
CTBUU AWIATALMY U (WIN) TUIepTpodun
JKeJTyAOYKOB.

2. Cy>KeHHUe IIPOCBeTa IIPABOTO KeIyJodKa
KaK 3a CYeT SH/IOKAPAUTLHOTO MHTPaMY-
pabHOTO GMOPO3a, TAK M BHLABIEHHON
HaMU aCUIMMeTPHYHOM IIPaBOCTOPOHHEH
TUInepTpoPuu MexKeNyLoUKOBOU
TIePEerOPOAKH.

MUKpPOCKOIIMYECKUA

3. DHAOKAPAUAIBHBIA U MHTPAMUOKAPAU-
AIBHBINA (GUOPO3: U TO U APYroe OTHO-
CUTCA K [IABHBIM IIPU3HAKAM.

4. HapyIeHue MUKPOAPXUTEKTOHUKU MUO-
Kapaa.

5. MuodubpwuUIsIpHbIe AUCTPOPUIECKHe
M3MeHeHUs KapANOMUOIIUTOB.

BhIAB/IeHHBIe aCUMMeTPUYHas TUIIePTPO-
$buA KapAMOMHUOIIUTOB ¥ MUKDPOCOCYIY-
CTbIe U3MeHeHUA CTPOro He YKIaJbIBaloTCA
B KpUTepUH, IIpe/ijiokKeHHble Ha OCHOBaA-
HUY MHOTOYHMCJIEHHBIX paboT. BepoATHee
BCETro, OHM MMeIOT BTOPUIHBIN XapaKTep,
TaK KakK TOIorpauiecKy acCONUMPOBaHbI
C MUOKapAuaibHBIM ¢ubpo3om. Kpome
TOTO, HeOOXOUMO YUIUTHIBATD, UTO IIPU
OJHOM THIIe TeHeTUYeCKUX HapyIIeHUH
BO3MOKHBI YaCTUYHBIE IPOSABICHUA APYTUX
(eHOTHUITITIECKUX BAaPUAHTOB U3 00IIETO
CIleKTpa KapAaroMuomnaruil. IloryyeHHbIe
Ppe3yJIbTaThl II03BOJIAIOT CYUTATh MbIIIel
aleKBaTHOM MePCOHAIU3NPOBAHHON MOJie-
JIBI0 PeCTPUKTUBHOM KapAUOMUONATUU
KOHKPEeTHOTO MalieHTa U UCIOIb30BaTh
UX )11 CKPUHUHTA TeHOTellaBepTUYeCKIX
IIpenapaTos.
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OTKpbiBasg OKHa BO3MOXXHOCTH
AN AaeTen ¢ XpOMOCOMHbLIMU aHOMaJIUAMM

Bpsig in MOXHO onucatb r71youHy oTHassHUs poguTesien, y3HaBLLINX O TOM, YTO UX PeOEHOK CcTpagaeT Henaedynmon
MHBanuanaupyroLen 60os1e3Hbto. Ha 3aboneBaHusix, CBA3aHHbIX C XPOMOCOMHbBIMU aHOMasmsMun, CTONT KI1enmo 6e3-
HanexxHocTu. JledeHmne — cuMnToMaTmn4eckoe, rnporHo3 — HeYTELLUNTESIbHbIN. TeM He MeHee OTe4eCcTBEHHas bUoMe-
ANUMHCKas Hayka 60opeTcs 3a co3gaHune ycrioBumv /151 OKa3aHWsl BbICOKOKA4Y€CTBEHHOW MeANLMHCKOM MOMOLLM, YTOObI
nepesioMUTL CUTYyaUnIo N JaTk LLUAHC Ha MOJSIHOLEHHYIO XN3Hb [ETAM, CTOJSIKHYBLUMMCS C 3TOW CIIOXKHeuLLIen ¢hopmou

reHeTU4YeCcKov naTosioruu.

MBaH
lOpbeBuy
IOPOB

[.6.H., npodbeccop PAH, 3aBenytomii naéoparo-
pviein MONEKYNAPHON LIUTOreHETUKN HEPBHO-
NCMXNYECKUX 3a60neBaHNn MMeHU nNpodheccopa
C.I'. BopcaHoBoi OCI «HUKW nepuatpum

1 [EeTCKOW X1PYPrun UM. akagemuka

10.E. Benbtuiesa» ®rAQY BO «PHUMY nmexun
H.W.Muporosa» MuHagpasa Poccuwn, 3aBeaytoLmia
naéopartopuen MONMEeKYNAPHON reHETUKM 1 LuTore-
HOMUWKM Mo3ra uM. npodeccopa l0.B. IOposa
®OrBY «HLl ncmxunyeckoro 3noposbs», mpodeccop
kadenpbl MeguumHckon reHetnkmn QY ANO
«PMAHIMO» Munagpasa Poccumn, Mocksa

NMOBOPOT HE TYOA

[lecThAECAT IATH JIET Ha3aJ, ObLUIO BIIEp-
BbIe [I0Ka3aHo, YTO FreHeTU4YeCKUi gedeKT
MO’KeT CTaTh IIPUYMHOM 3a60seBaHus. [1Ipu
U3y4eHUU cuHApoMa JlayHa y feTeil B KJieT-
Kax IManueHTa 06HAPYKIWIACh JOIIOTHUATE b
Had (Wim JIUIIHAA) XpoMocoMa. B mociteny-
IOIIMieé COPOK JIeT MPAKTUIeCKU BCS MOIIb
MeINKO-TeHeTUYeCKO! HayKu OGbL1a 6po-
IIeHa Ha BbIABJIEHUE U XapaKTePUCTUKY
XPOMOCOMHBIX aHOMAJIUM, OOJIbIIASA YACTh
KOTOPBIX OKA3IaCh IPUYNHON IITUPOKOTO
CIIEKTPa BPOKIEeHHBIX IIOPOKOB ¥ MUKPO-
QHOMAJIUM pa3BUTHA, A TAKXKe HapyIIeHUs
TICUXVKY Y feTell. DTa MHOTOJIETHSA HAYIHO-
HMCCIIeTOBATETbCKAsA MIPAKTHUKA B 00JIaCTH
LIUTOTreHeTUKU (KOTopasd U3ydaeT XpOMO-
COMBI) IBMJIA MUPY OIMCAHUA MHOKeCTBa
MaTOJIOTMYECKUX COCTOSTHUM, aCCOLIUUPO-
BaHHBIX C XPOMOCOMHBIMY aHOMATHSMMU.

HecMmoTpA Ha MOJIlydeHHbIN MacCUB LieH-
HBIX TAHHBIX, HEAOCTATOYHOCTD pa3pelnie-
HUA UCIIOTh30BAHHbIX (IUTOTe HETHYeCKYX)
MeTOJIOB /IS aHAIM3a XPOMOCOM Ha MOJIEKY-
JIIDHOM YPOBHE B TeyeHUe STUX JIeCATIIe-
THUH 3aCTaBJIAIA Y4Y€HbIX OTPAHUYIUBATHCA
JIVITITb OITFICATEJIBHBIMU UCCIIEIOBAHUAMU
6e3 IPOHUKHOBEHU B CyTh MEXaHU3MOB
TaToreHe3a 3a00/IeBaHUA. A OTCYTCTBUE TeX-
HOJIOTMYECKOHN AJIbTepPHATUBBI IJIA IOKCKA
reHeTUYeCKUX IPUIVH ITaTOJIOTUHU (BBIAB-
JIeHVe TeHHBIX MyTaI[uii BOIUIO B HAYIHYIO
¥ AVATHOCTUYECKYIO MIPAKTUKY Ha pyOexxe
HBbIHEIITHETO CTOJIEeTHs) CO3AAI0 WLTIO3UIO
a6GCOIIOTHOTO 3HAHUA O XPOMOCOMHBIX
6OJIe3HAX.

B TO e BpeMs HeIOCTaTOK 3HAaHUI B 00J1a-
CTY MOJIEKYJISIPHOM MEUITUHBI 1 OHOIOTHHI
OTHOCHTEIFHO KPUTHYECKVX MOJIEKYJLIPHBIX
U KJIETOYHBIX [TPOLIECCOB, HEOOXOMUMBIX IS
Pas3BUTHS U QYHKIIMOHUPOBAHUA OPraHN3Ma
YeJIOBEKa, He ITO3BOJIVI XOTh KaK-TO IIPUOJIH-
3UTHCS K HAYYHO-0OOCHOBAHHOM ITaTOreHe-
TUYECKOU TePAITUU XPOMOCOMHbBIX OOJIe3Hel
y meteii. Kielimo HeusieduMoCTU U Ge3-
HaJIeKHOCTU ObUIO Oe3aIe/UIALMOHHO I10-

CTaBJIeHO Ha Bce GOJIe3HU, BhI3bIBA€MbIE
HapylLIeHueM 4YucIa WIN CTPYKTYPBI XPo-
MOCOM.

OuepenHOM BUTOK TEXHOJIOTMYECKOTO pa3-
BUTHA B 00JIACTU MOJIEKYJIAPHOM T'€HeTUKHU
¥ Me[UIUHBI (BTOpasA IIOJIOBUHA IIePBOTO
JIeCATJIETHS HACTOAIIETO BeKa) IIPeOCTABILT
BO3MOKHOCTH JIA1 OIIpeJie/IeHUA TeHeTuJe-
CKUX e(eKTOB, BBI3BAHHBIX XPOMOCOMHOM
TIATOJIOTHEH, C TOYHOCTBIO JI0 ITOCTIeIOBATE b
Hoctu JJHK. Cranu mosaBIATLCA OTAe/IbHbIe
HaOJTIOAEeHU 32 TeM, KaK JIeKapCTBeHHas
Tepanys, OCHOBaHHAA Ha 3HAHUAX O MOJIeKy-
JIAPHBIX U KJIETOYHBIX IIPOIeccax, HapylleH-
HBIX M3-32 aHOMAJIMI XPOMOCOM, TIO3BOJIAET
VIIy4IIaTh Ka4yecTBO >KU3HU JieTell ¢ COOTBeT-
CTBYIOITUMU 3260JIeBAHUAMU.

Ho!.. Crremyroruii 3Tarn TeXHIYeCKOro Pa3Bu-
THA B OOJIACTY TeHETUKU Y TeHOMUKU (13-
Yaromel reHoM WJIN COBOKYITHOCTh BCETO
reHeTUYIeCKOTo MaTepraia OpraHMu3Ma 6o
KJIeTKM), HeCMOTPs Ha IOABJIeHNe HOBBIX

BO3MOKHOCTel U3y4eHUs reHeTUIeCKUX
MyTalUl U UX TOUIeACTBUM JJIA OPraHU3Ma,
IIpUBeJ He K HOBBIM OTKPBITHAM, a K 3a0-
BEHUIO IPEIbIAYIINX JOCTIDKEHUHA B 00J1a-
CTU IUTOTeHEeTUKU. B JIydnux Tpajuiyax
PaJUKaIbHBIX CMEH IIapaZiiTM — «Ompeuemcs
om cmapozo mupa» — HOKYC UCCIeJOBAaHUN
¥ IVIaTHOCTUYECKOM IIPAaKTUKU B 06JacTH
MeJULIIMHCKON reHeTUKU IIOYTU IIOJTHO-
CTBIO CMECTHJICA C XPOMOCOMHBIX aHOMA-
JIUY Ha TeHHble MyTalluu (MOHOTeHHbIe
6oiie3HM). BecCIIOpHO, OIOXUTENTHHBIM
pe3yJIbTaTOM 3TOTO Pe3KOTr0 U3MeHeHU s
CTajla KOHIeNIUA pefKUX, Win opdaH-
HbIX Oosie3Hell. [[paBaa, B paMKU JaHHOMN
KOHIeMNITWY, KaK 3TO HU apaJJOKCAIbHO,
110 He3BeCTHBIM IIPUYUHAM He II0MaIaloT
XPOMOCOMHBIE GOJIE3HU, CPEAU KOTOPBIX
MO/IaBJIAIOIIee GOIBIIMHCTBO (32 PeAKUM
HCKJIIOYeHVeM OTHOCUTEIBHO PaclIpocTpa-
HeHHBIX cUHApoMoB JlayHa, KnaltHdens-
Tepa, lllepemeBckoro — TepHepa u T.1I.)
ABJIAIOTCA UCKJIIOUYUTEIBbHO PeIKMMU I
Jake YHUKAIbHBIMU.
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PI/ICyHOK. Kak BbIrnagar XPOMOCOMHblE aHOMannm

A — nuddepeHumanbHoe OKpaLLnBaHMe XPOMOCOM U UX aHasM3 C MOMOLLIbIO CBETOBOrO MUKPOCKOMA: roOMONorny-
Hble XPOMOCOMbI (0AHa MaTepuHCKas, apyras oTLOBCKas) pasnoXeHbl COrMacHo CBOEMY MOPSAKOBOMY HOMEPY.
MpnMevaTensbHO, 4TO B KapnoTumne (XPOMOCOMHOM Habope) BbisiBNieHa [ONONHUTENbHARA (JIMLLHSAS) XpoMocoma X
(o6BepeHa KpacHbIM), koTopas cogepXuT no4ty 900 reHoB, KoAMpyoLLMX 6enkun, B pedynbTaTte y pebeHka
Habntopaetcs cuHapom KnaiiHdpenstepa (M3 pa6oTbl Mol Cytogenet. 2022;15(1):8. doi: 10.1186/

513039-022-00588-z).

B — MHorougeToBas hnoopecLeHTHas rmépuamaanus in situ, okpaluvsaroLLas XpoMOCOMy 7; NpuMevaTenibHO
OTCYTCTBME OAHON 3eSIeHOW NoNockl (0603HAYEHO CTpesikamu), CriefoBaTenbHo, y pebeHka ¢ BPOXKAEHHBbIMU
NopoKammn pasBUTKS NMOTEPSIHBI HECKONBKO [ECATKOB MEHOB.

B — ckaHupoBaHue reHoma (06LLelt COBOKYMHOCTU reHETUHECKOro MaTepuana) pebeHka ¢ yMCTBEHHOW OTCTaro-
CTbIO U LUMPOKMUM CMEKTPOM MOPOKOB Pa3BUTUS, BbISBUBLLEE AENELMIO XPOMOCOMbI 7, KOTOpasi COOTBETCTBYET
noTtepe 75 reHoB, y4acTBYIOLLMX B Pa3Nn4HbIX BHYTPUKIETO4HbIX MpoLeccax 1 (Mnn) accoLmmpoBaHHbIX

C U3BECTHbIMU HACNEACTBEHHbIMU 3a60MeBaHNAMU (METOA NO3BONSET ONPEAENUTbL 3MEHEHWE FreHoMa

C TOYHOCTbIO A0 MOﬂeKyJ'I).

dopmasnbHOE onpefiesieHHe PefKUX, WIN
opdaHHBIX, 3a00JI€BAHUN UTPAET 3JIYI0
IIYTKY C XPOMOCOMHBIMH 00JIe3HAMU,
co3zaBas cBoero poja napagokc. C ofHoui
CTOPOHBI, XPOMOCOMHAs IIaTOJIOI'VA BBI3bI-
BaeT HauboJee pacIIpoCTpaHeHHbIe 6OIe3HU
C ABHOM reHeTUYeCKOM mpuyuHoi. Hanpu-
Mep, cuHapoM JlayHa, 6osee 95 % CydaeB
KOTOPOT0 — (JIeZICTBYE HATWYUA JOIIOIHU-
TeJIbHOM 21-F1 XpPOMOCOMBI B KJIeTKax 60JIb-
HOTO, BCTpeYyaeTcs B 0OL[el HOMyJIAINN
¢ yactotoi ot 1:500 o 1:1000. [TomoOHbIE
3a00JIeBaHUA CIIPABEIJINBO He PacCMaTpU-
BAIOTCA B Ka4eCcTBe PeJKUX, WIN Op(paHHBIX.
C opyrou CTOPOHBI, XPOMOCOMHBIe aHOMa-
JIVY BBI3BIBAIOT KpaliHe pefKue 3a6oiie-
BaHUA (11 GONBITUHCTBA (PaKTUYeCcKass
pacIpoCcTpaHeHHOCTb HeMU3BeCTHa, 60
OIIMCAaHO OT HEeCKOJIbKUX 0 HECKOJIbKUX
JleCATKOB MHAWBUAYYMOB, CTPAaAA0IIUX
MMH), @ BO MHOTUX CJIy4asAx HapylleHHue
XPOMOCOM TAaKOBO, UTO ITOZIOGHOTO TeHeTH-
4ecKoro AedeKTa 1, Kak cIe[[CTBUe, COOT-
BeTCTBYIOIIUX KINHUYECKUX IIPOABIeHUN
HU Y KOTO HeT, He ObUTO ¥ HUKOI/A He Oy/ieT.
TMosy4aeTcst, YTO IMEHHO 3TH 3a60IeBaHMS
U €CTb CaMble peJIKue, a TOYHee yIbTpapes-
KHe WIA yHUKaJIbHbIe!

OmHaKO pacCMaTpUBATh UX B TAKOM KOHTEK-
CTe Y HbIHEIITHUX MeJUKO-OHOIOTTIeCKIX
peanyAx He IPUHATO. Bosee Toro, coBpeMeH-
Hasd MeIULIMHA JaKe He MOKeT OIIpeZie/IeHHO
OTBETUTH Ha BOIIPOC 00 0OIIel pacmpocTpa-
HEeHHOCTU XPOMOCOMHBIX aHOMAJTAH B ITOITy-
jiAnyn. CaMble HecMeJible OLleHKY, OCHOBaH-
Hble Ha YCTapeBIINX JAHHBIX, Jai0T OKOJIO
1 % cpenyt HOBOpOXJeHHbIX. OfHAKO, Jaxe
IIPUMUTUBHbIC PACYETHI IIOKA3BIBAIOT, YTO
aTa rudpa oueHb CWIBHO 3aHKeHa! Takas
aMUJeMUOJIOTUYecKass HeOJHO3HAYHOCTh
TIPUBOAUT K TOMY, YTO COBpeMeHHAas MeIUKO-
reHeTU4YeCKas MPAKTUKA JleJlaeT BUJ], YTO
og00HbIe 3a00/IeBaHUA el Ge3bIHTEPECHbI
U C COIIMATbHO-MEIULIMHCKOM TOUYKY 3peHuUs,
U C IO3UINY COBpeMeHHBIX «[[-KOHIe Uity
(B wacTHOCTH, TOM CaMOM MeJUITUHEI 5[1 —
IPeAVUKTUBHOM, IIPeBeHTUBHOU, IapTUCH-
TaTOPHOM, NTepCOHAIN3NPOBAaHHOM, IIpe-
IIU3UOHHOM). DTO B KOPHE HeBEPHO, U PAL,
OTe4eCTBEeHHBIX KOJUIEKTUBOB, TPYIAIIXCS
B 00JIaCTY IUTOTeHEeTUKY U TIeUATPUIeCKOH
TeHeTHUKU, CIIOCOOHEI I0Ka3aTh BAYKHOCTh
¥ IOTEeHITUAJI CBOUX UCC/IeAOBAHUMN B KOH-
TeKCTe OKasaHuA 3G (PeKTUBHOU IIOMOIIU
JIeTSIM C XPOMOCOMHBIMU 60JIe3HAMU.

OT AUATHOCTUKU K NNEYHEHUIO

CoBpeMeHHas eJuaTpUYecKas TeHeTHKa,
I TeHOMHAS TIeAUATPYISL, UMeeT MOIIHBIA
METOINYECKUI apCeHal ISt ONpeIeTeHUs
TeHeTUYeCKVX IPUYUH U MEXAHU3MOB TIPaK-
TUYECKU JII000T0 3a00/IeBaHUs Y peGeHKa.
[Ipo6ieMa HOCUT He CTOJBKO TeXHUYe-
CKUH, CKOJIBKO KaJ[POBBIM Xapakrep, n60
MaCCHBBI T€HOMHBIX JIAHHBIX, TIOJIy4aeMble
B XO/le AaHA/IN3a COBPEMEHHBIMUA METONAMM,
TPe6YIOT BBICOKOKBAITUGUIIUPOBAHHBIX
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CIIeITUAINCTOB JIs1 KOPPEKTHOM AUarHO-
cTuKU. B IpoTuBHOM Citydae uzeHTUDU-
KanysA TeHeTUYeCKOTO Je(eKTa CBOIUTCS
K KOHCTaTanuy ¢aKTa ero HaJIu4us, a IaTo-
TreHeTHYeCKas Teparua CTAHOBUTCA HEBO3-
MOXXHOU. VIMeHHO ITpaBWIbHAA (AHATUTHYe-
ckaA u 6uomH(popMaTIIeckas) o6paboTKa
HabGOPOB JJaHHBIX OTHOCUTEIHHO BapUa-
GeJILHOCTU reHoMa IalieHTa CIIOCOOHa
OTKPBITh OKHAa BO3MOXKHOCTEM /I leTel,
CTPAJIAIONINX TKETBIMU FeHeTHYeCKUMU
3a00JIeBAHUAMU, BKIIIOYAst XPOMOCOMHEBIE.

Jloyruii ¥ TepHUCTBIN IIyTh OT BHLABIEHUA
XPOMOCOMHOM HaTOJIOTHH 0 Pa3paboTKU
TaKTUKU JIeYeHV WK, JIy4llle CKa3aTh, Befie-
HUIS TTAIVeHTa, HAYMHAETCA C IUTOreHeTde-
CKOY WJIH MOJIEKYJLIPHO-LIUTOreHeTIYeCKOM
JUarHOCTUKU. Ee MOXKHO OCyIIecTBUTE pas-
HBIMU MeTOJIaMU, Cpeiyl KOTOPBIX HeT B3a-
VIMOUCKJIIOYAIOITNX, KOKABIN 13 HUX BaYKeH
Ha TOM WIW UHOM STalle NeHTU(PUKaIUN
WIV BaIUJALUU XPOMOCOMHBIX MyTaIiuit

(puc.).

BaXHOU XapaKTepUCTUKON YCIIeNTHOCTH
MOJIEKYJLIPHOM ANarHOCTUKY XPOMOCOMHBIX
AHOMAJIN ABJIAETCA CIIOCOOHOCTh MeToJa
OTIpeZieIATh COOTBETCTBYIOIIee HapyleHue
JHK ¢ TOYHOCTBIO 10 5K30HA (IUCKPETHBIMN
3JIeMeHT KOAMPYIOIIUX I10C/Ie0BaTelb-
Hocteil IHK rena). DToT MacCUB JaHHBIX
TI03BOJIAET MOJIeTTPOBATh IIOCTEACTBUA XPO-
MOCOMHBIX aHOMAJIUI Ha MOJIEKYJIADHOM,
KJIETOYHOM, TKaHEBOM, OPTaHHOM 1 OPTaHU3-
MeHHOM YpoBHsX. [Iporiecc mpencTaBisgeTcsa
JIOCTAaTOYHO CJIOKHBIM, ITIOCKOIBKY B JAHHOM
CJIydae pedb WIeT He 00 OZHOM WIN HeCKOJTb-
KUX, a 0 IeCATKAaX WIN JaXKe O COTHAX I'eHOB.
B HeKOTOpOU CTeleHU C KIMHUYEeCKOH’

3avacTyto HapyLLleHWe XpOMOCOM TakOBO, YTO MOAOGHOrO
reHeTU4eCKOro AedheKTa ¢ COOTBETCTBYHOLLIMMU NPOSIBIEHUSIMUA
HW Y KOTO HET, He ObIS1o U HUKoraa He 6yaeT. IMeHHo aTu
3a60MeBaHVs Ha AieNe 1 eCTb YNsTpapeakue 1 yHUKanbHble!

U MOJIEKYJLIPHOM TOYKY 3peHMA XPOMOCOM-
Has 60JIe3Hb MOXKeT OBITh PACCMOTPeHA KaK
COBOKYITHOCTb MHOTUX OT/I@/IbHBIX MOHOTEH-
HBIX (Op(haHHBIX) CUHIPOMOB.

BoopyxuBHInch 3HaHWEM O reHax, mocjie-
JIOBaTeJIbHOCTh KOTOPBIX U3MeHeHa 13-3a
XPOMOCOMHOM ITaTOJIOTHU, MOKHO UeHTHU-
(upoBaTh MOJNEKYIAPHbIE U KIeTOYHbIe
IIpoIlecchbl, KOTOpbIe HapylIleHbl B Opra-
Hu3Me. BHemmHee BO3JeNCTBUEe HA HUX
(mammpuMep, JeKapCTBeHHAs Teparusl i
CTAOMIN3ALMH OTHEIbHBIX META0OTIMTIECKIX
TIPOLIECCOB) OTKPBIBAeT BO3MOXKHOCTB I1aTO-
TeHeTUYeCKOro JiedeHUs. BaXKHO OTMeTUTh,
YTO ITOAOOHBIMH OIIBIT y2Ke UMEETCS Y COTPY/-
HUKOB OT€4eCTBEHHBIX MHCTUTYTOB, 3aHU-
MaIoIUXCA BOIIPOCAMU NeiaTpUdecKon
TeHeTUKHU (TeHOMHOM ITeiaTpuu).

CErogHs — ObY4YEHME,

3ABTPA — JIEYEHUME

Byznyiiee u3yyeHus aHOMAINI XPOMOCOM
U MOTeHI[MAJ OKA3aHUA IIOJHOI[eHHOM
MeTUITMHCKOM OMOIIY TTPY XPOMOCOMHBIX
00JIe3HAX MPEICTABIIAIOTCA KpaliHe TyMaH-
HBIMU, 160 0GCYKIAIOTCA PefKo. B Mmupe,
rJie JOMUHUPYeT KyJIbT YIIPOIIEeHUs BCero
U BCA, CJIOKHOCTD PeIlleHuUs 33714, KOTOpbIe
CTaBAT HepeJ yYeHbIMU U BpaYaMU AVarHo-
CTHKA U JIeYeHre XPOMOCOMHOIA ITATOJIOTUU,
myraeT. K cokaneHUIo, 3aMaTIMBaHYe TIPO-
GJ1eMbl /IO JIy4IIUX BpEMEH sIBJIAETCS IPej-
IIOYTUTETHHBIM BEIGOPOM CpeJU IUIEPOB

MHEHWI B HbIHEITHe ! III00aTbHOU (MeX-
JyHapOIHOM) HAayYHO-UCCIIeN0BATeTbLCKOM
CUCTeMe B KayecTBe YHUBEePCATHLHOTO OTBeTa
Ha BBI30BBI, KOTOPbIe HEYMOJIUMO CTaBUT
nepes yeJI0BeueCTBOM COBpeMeHHas Ael-
CTBUTEILHOCTE. K cyacThlo, ele oCcTanuch
SHTY3UACThI CBOEr0 HAYYHOTO ¥ BPaueGHOro
Jlena, CiocoOHbIe CIeNIaTh TOBCeJHEBHOM
PeanbHOCTHIO TO, YTO cefyac CYNTAeTCA
IIPOCTO HEBO3MOXKHEBIM. He 6e3 ropzocTu
XO4YeTCs OTMETUTh, YTO B Halllel CTpaHe
TIOKa ellle eCTh COOTBeTCTBYIOIYe HayYHbIe
IITKOJIBI, HO BCe JKe OFHOI0 SHTy31a3Ma ABHO
HeJ0CTaTOYHO JIA IPUYMHOXKeHUs 3HAaHUN
¥ YMEHUI B 3TOU 06/1aCT MeTUIMHEL. Ero
JlaKke HeIoCTaTOYHO I COXPaHeHU TOro,
YTO UMeeTCs cerofH:A!

YTO 3Ke Hy>KHO, YTOOBI IIOMOYb JI€TAM C XPO-
MOCOMHBIMU aHOMaTHAMK? Kak y:ke ObLIO
CKa3aHo BbIIIle, TpobJieMa C KapaMu KpaiiHe
aKTyaJIbHa JJI COBpeMeHHOU MeJUIIUH-
CKOM WIN KIMHUYECKOU (IUTO)TeHeTUKU.
B ee pemeHuy Kpoetca GecliperieleHTHBIN
yCIIeX OTe4eCTBeHHOM efuaTpIIecKo reHe-
THKY, 160 BO3MOXHOCTb YCIIEITHOH Tepa-
MY XPOMOCOMHBIX GOJIe3He B IMIMPOKOM
CMBICJIe CTaHeT KaK HeOCTIOPUMBIM IIPOPbI-
BOM B MUPOBOU MeJUIINHE, TaK U HaYaJIOM
JeICTBUTeILHO HOBOM 3IIOXM B OKa3aHUU
MeAUIITHCKON IIOMOIITY.

I[ToMUMO BHIIIEYKa3aHHOUN MPOOGJIEMBI,
Ha IIyTY CO3[JaHUA YCJIOBUM 1A OKa3aHUsA

9 (PeKTUBHOU MeIUIIMHCKOU ITOMOIIY
JIeTsM, CTOJIKHYBIIAMCA C TAKOW CJIOYKHEU-
1mei popMoii reHeTIeCKOM MAaTOIOTHY, KaK
XPOMOCOMHBIEe aHOMAIVHY, TAaK)XKe MeeTC s
TIPEILITCTBYE B BU/Ie MOHOIIOJIMY Ha METOZBI
AHATM3a reHOMa, KOTOPbIe UCKITIOYUTETHHO
chOoKycHupOBaHbI Ha ITIOMCKe TeHHbIX MyTa-
Ui, ArpecCuBHAs KOMMepYecKas eATelb-
HOCTh COOTBETCTBYIOIINX WHOCTPAHHBIX/
TPAaHCHAIIMOHATHHBIX KOPIIOPAIIMI OTIaCTH
U BefleT K TOMY HayJHO-TIPAaKTHIeCKOMY KOJI-
JIATICy, Ha TPaHU KOTOPOI'0 CTOUT COBpeMeH-
Has MeIUIIMHCKAA IIATOreHeTUKA.

IpaBWIBHOE pelleHye KaJpOBOM IPOGIeMbI
¥ JOMUHUPOBaHUe UJley NHTeJUIeKTyaIb-
HOTO CyBepeHUuTeTa CpeAyl OTeueCTBeHHbIX
y4eHBIX U Bpadell olpeZieJieHHO Ay T CBOU
IUTOZBI, 00eCIIeurB ITOTHOLIEHHYIO XXU3Hb
JleTsAAM C XpOMOCOMHOM naTosiorueii. Iloaro-
TOBKA YHUKAIbHBIX CIIEITUATVICTOB ABJIACTCA
TaKTUYeCKOU 3aZilaueil U CTpaTerndecKou
Lebio IJig OTe4eCTBeHHOU IlefjuaTpuye-
CKoI reHeTuKU. CTapTOM 3TOrO IIpoliecca
JULI MHOTUX NIepPCIIeKTUBHBIX ClIeuaiu-
CTOB MOKeT IIOCIYKUTh eKeroffHoe Mepo-
npuaTtue — KoHrpecc BenbTuinesa, oH e
XXIII Poccuiickuii KoHTpecc «/IHHOBAalMOH-
Hble TeXHOJIOTUHU B ITIeJUaTPUU U JeTCKON
xupyprumn». B 2024 rogy oH IpOBOAUTCA
23-25 OKTAOPSA B CTOIMYHOM OTeJte «XOJTu-
Jett an» B CoKoNMbHUKAX (Y1 PycakoBckas,
1. 24). Ha KoHTpecce CUCTEMHO 00CYKJAr0TCA
BOIIPOCHI U AAOTCA JA/IbHEHIIe peKOMeH/Ia-
LAY K JeHCTBUIO B 00JIaCTH TeHOMHOM IIeIH-
arpun. OTeuyecTBeHHbIE YUeHble U Bpauu
UMEIOT UCTOPUYECKUN IIaHC TOOeAUTH
60JIe3HM, KOTOPbIe YeJIOBEYeCTBO CUUTAET
HeusJeuyuMbIMU B TpuHnuIle. Koseru,
JlaBaiiTe He yIIyCTUM ero! Q
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@® HycurHepceH MeeT camblit
NPOAOSIKUTENbHbIN
OMbIT NPUMEHEHUS B TEpanmm
CMA B mupe!

@® HycuHepceH nokasaH
ans neveHmns CMA
6€e3 orpaHu4YeHun rno Tmny
N BO3pacTy NauneHToB?

@® HycuHepceH nmMeeT foKasaHHYyo
3(pheKTUBHOCTb
B yNy4dLleHUU ABuraTenbHbIX
PYHKUUI Y NaUUEHTOB
¢ no6bIM TMNoM CMAS3*®

1. Mo matepuanam, ony6nvMKoBaHHbIM Ha cavite FDA,
https://www.accessdata.fda.gov/drugsatfda_docs/label/2016/2095311bl.pdf
para nocnefHero oépatuenus 16.05.2024.

. VIHCTpyKUMs N0 MEOVLIMHCKOMY MPUMEHEHWIO IEKAPCTBEHHOrO Npenapara
TaHTeceHc® JM-Ne(005199)-(RG-PY) ot 15.04.2024,
https:/6;rIs.rosminzdrav.ru/DefauIt.aspx.
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LOCTVXXEHNA N TEPCIEKTVIBbI

[lepnaTpudveckana Hedpponorusa
B HVIKWU negmnaTtpun n geTcKomn Xmpyprun
nmMmeHun akagemuka HO.E. Benstuwena

Otgen Hegpporiorum 6bi1 OTKpbIT B MockoBckoMm HUIW neguatpum v 4eTCKovi Xupypriv
MuHsgpaBa PC®OCP 5 mapta 1970 roga rno nHuymatnBe ero ANpeKTopa — akagemuvka
PAMH, npogeccopa KOpusi EBreHbeBnya Benbtuiyesa. PykoBoguna otgesnom ¢ 1970-ro
4o 2006 roga npogpeccop Mavis CepreesHa VirHaTtoBa. CerogHsi oTges1 HacnenCTBEHHbIX
M rpuobpeTeHHbIX 6051E3HEN TOYEK HOCUT €€ UMSI.

Jlapuca
CepadumoBHa
MPNXOANHA

[.M.H., 3aBepyoLLas OTAEIOM HacneACTBEHHbIX

N NPUOBPETEHHBIX 6ONE3HEN MOYEK UMEHN
npogpeccopa M.C. Urnatosoit OCIM «HUKU
neauaTpum 1 OeTCKoW XMpypruv UMeHU akageMuka
10.E. Benstuwesa» ®rAQY BO «PHUMY

nmenun H.W. Muporosa» MuHagpasa Poccuu,
Mocksa

k . Omntpun
N AHaTONbeBNY
o < MOPO30B

[.M.H., npodheccop, rMaBHbIA BHELUTATHbIA AETCKUIA
xupypr Munapgpasa Poccuu, gupektop OCI
«HUKW negnatpum 1 4ETCKON XMPYPrimm UMeHn
akagemuka HO.E. Benbstuwesa» ®rAQY BO
«PHUMY nmenn H.W. MNMuporosa» Muxaapasa
Poccuun, Mocksa

NMONBEKA 3A NMJIEHAMUA

IMTocite M.C. IrHaToBOI acTadeTy PyKOBOA-
CTBa OT/IeJIOM HaCJIeAICTBEHHBIX U IIPHOGpe-
TEeHHbIX 00JIe3HEH TOYeK IIPUHST IIPodeccop
Bnagyumup BuktopoBud JITvH, 3aHUMaBIIUN
3TOT IIOCT € 2006-T0 110 2024 T, a 3aTeM OTIe
BO3IVIaBWJIA JJOKTOP MeJUIIMHCKUX HayK
Jlapuca CepapumonHa [IpuxonuHa.

Ha nporsa:xeHuu Bceil ero Io4uTH 55-1eTHel

UCTOPUU B OTJiejle HAaCJIeICTBeHHBIX U IIpU-

o6peTeHHbIX G0Ie3Hel IToYeK UMeHU IIPo-

(eccopa M.C. IrHaTOBOM pemIaOT caMble

AKTyaIbHBIE IPOOIEMBI IeTUATPIIECKON

HedpOJIOTUY, B TOM YHUCJIE:

® LCCIeAyIoT TaToreHeTHYecKe MeXaHu3-
MBI Pa3BUTHA 3a00IeBaHU ITOYEK Y fie-
Tell U IOAPOCTKOB;

® W3yYAlOT KJIWHUYECKYI0 Bapuabeirnb-
HOCTB, TeHETYECKYI0 CTPYKTYPY U 0CO-
OGeHHOCTH Te4eHUsI MOHOT€HHOTO ¥ CHTH-
JPOMaJIbHOTO CTepOUJ-Pe3UCTEeHTHOIO
He(pPOTUIECKOTO CUHIPOMA, TyOysIomna-
TUI C paHHUM pa3sBUTHEM He(POKaIb-
IIMHO3a U (WIH) ypPOIUTHA3a, CUHPpOMa
AnpnopTa;

® OCYIIEeCTBJIOT Pa3paboOTKy U BHeApe-
HHE COBPEMEHHBIX METOAOB Tepallnu
3a60yIeBaHUM OYEK Y IeTel;

e BBLINOJNHAIT IIYHKIUOHHYI0 Hedpo-
OUOIICUI0 C TOCHEAYIOell CBEeTOBOM
U 2JIeKTPOHHOM MUKPOCKOIIMEN U UMMY-
HOQUIIOOpeCIeHITUe TOYeYHOU TKaHU
UL oIpefieieHus MOPQOIOTUIeCKOro
BapHaHTa DIOMEPYJIONATUU U OOOCHO-
BAaHHOTO BBIOOPa MIMMYHOCYTIPECCHBHOM
Tepanuu.

Bnepssie B Poccuu B HammeMm otzene:

® NMarHOCTUPOBAHbI CUHAPOM AJIBIIOPTA,
Goste3Hb JleHTa, IepBUYHASA TUIIEPOKCAT-
YpUA, CHHAPOM MHHMMOTO U30BITKA MU-
HepPAJIKOPTUKOUZOB Y JleTel;

® VCIeIIHO HaJyaTa Tepanud HeppoThde-
CKOTO CHHpOMa MHTHUOUTOPAMU KaJlb-
LMHeBPHUHA (IUKJIOCIIOPUHOM U TaKpO-
JIIMYCOM) Y1 PUTYKCHIMaboM;

® BBe/leHA B KJIWHUYECKYIO IPAaKTUKY Te-
panysa IepBUYHON THUIIePOKCAUTYPUU
IIepBOro THUIIA y leTell He3aperucTprupo-
BaHHBIM B PO jleKapCTBeHHBIM IIpelapa-
ToM MPHK — roMasupaHoM npu IOA-
JlepKKe OJIaroTBOpUTENbHOrO (oHa

«Kpyr lo6pa».

CeropHaA OT/ie)I HaCJIeICTBEHHBIX U IIPHO006-
PeTeHHBIX O0JIe3Hel MoYeK UMeHU IIPo-
(eccopa M.C. IrHaTOBOI U OTJejieHUe
"Hedponorun HUKU negyaTpuu u e TCKOM
xupypruu umenu akageMuka [O.E. Benstu-
IeBa MPeCTABIIAIOT COO0U eqUHYI0 Hed-
pOreHeTHYeCKyl0 KIUHUKY, B KOTOPOU
HaOJIIOJAIOTCS IeTU U3 PA3IMYHbIX Peruo-
HOB CTPaHBbI C IIUPOKUM CIIEKTPOM HacJIe[-
CTBEHHBIX 3a00JIeBaHUI ITOYEK.

HAMNPABJIEHUA AEATENbHOCTU
MOHOTreHHBIH TeHe3 CTePOH-PE3UCTEHTHOTO
HedpoTtudeckoro curaapoma (HC) ugentu-
(UIMPOBaH y IOJIOBUHEI JleTeld, HaGJIo-
JAOIUXCA B HalleM yupexzaeHuu ¢ HC,
YTO ITO3BOJIWJIO U36eKaTh HepOOUOTICUU
B pAAfie CJIy4aeB, apryMeHTUPOBAHHO He IIPU-
MEHATb WIN OTMeHUTb NTMMYHOCYIIPeCCHB-
HYIO TepaIuio, IPOrHO3UPOBATh TeUeHNe
3a6oseBaHMA U 060CHOBATh BHIOOD TOHOPA
TIOYKU.

Ha ocHOBaHUY PeTPOCIIEKTBHOIO 00CepBa-
IIMOHHOTO CPAaBHUTEIBHOTO MCCIeJOBAHUA
oIIpeJieleHb] TMCTOIIAaTOJIOTHYeCKUe XapaK-
TEepPUCTUKU y IeTell C MOHOTeHHbBIM U UTUO-
IMaTUYeCKUM CTePOUJ-Pe3UCTeHTHBIM
HeppoTuueckum cuaapomom (MCPHC
u VCPHC). IIpu cBeTOBOW MHUKPOCKO-
WU IIOYeYHOUW TKAaHU WHTEePCTUIUATIb-
HBIH UOPO3 BHIABIEH Y 63 % IaIleHTOB
¢ MCPHC u y 30 % meTteil c uaguonatuye-
CKUM TeHe30M 3a60JeBaHuA IPU OTCYT-
CTBUU 3HAUYMMBIX Pa3jINYUU IO 4YacToTe
IJIOGAJIbHOTO W CerMeHTapHOTo IJIoMe-
PYJIOCKJIepo3a, TyOy/JApHOU aTpoduu
U apTepHOoJIOCKIepOo3a.

ITpu 5J1IeKTPOHHOUM MUKPOCKOIIUU IT0Yey-
HOM TKaHU y IaIlIeHTOB C MOHOT€HHBIM
CTePOUJI-PEe3UCTEHTHBIM He(PPOTHIECKIM
CUHIPOMOM CTaTUCTUYECKU 3HAYMMO Yalle
0 CPaBHEHUIO C JIeTbMU C UANOIIaTHe-
CKVIM reHe30M 3a00JIeBaHMA BBIABJIIINCH
TIATOJIOTYeCKYe U3MeHEeHUs [JIOMePYILAp-
HBIX 0a3aIbHBIX MEMOPAaH (04aroBoe yToJI-
IeHne, UCTOHYeHUe, HATUYre KoJUIareHo-
BBIX (PUOPUIUT) IIPU OTCYTCTBUU PA3IMIMI

B COOTHOIIeHUU Au(P(Py3HOro pacIuiacTbl-
BaHNA, BaKyoJIN3aIli ¥ MUKPOBIJLIE3HOMN
TpaHcopManuy MOJOIUTOB (IO JaHHBIM
A.M.H. JI.C. [IpuxoguHoi). I[TonydyeHHbIe
pe3y/IbTaThl IMOATBEPKJAI0T HeoOXomu-
MOCTb IIPUOPUTETHOTO NIPOBeeHU TeHe-
TUYEeCKOTO UCCIeN0BAHUSA Iepe]] Guorcrei
noyku y gereui ¢ CPHC.

OrmpereneHbl NCXOLbI MOHOT@HHOI'O U UJU-
onaTtmdeckoro CPHC y meTel, He IOJTy4as-
IIMX UMMYHOCYIIPECCUBHYIO Tepanuio. I1oi-
HadA peMuccus 6e3 IMMYHOCYIIPeCCUBHON
Tepanvy HabJIoJaIach ¥ IIOJIOBUHBI IaITH-
eHToB ¢ ICPHC, B To BpeM: Kak y JieTel
C MOHOTeHHBIM reHe30M 3a60JieBaHUA
PeMUCCHA MPAKTUYeCKUA He OTMedasnach,
Uy KQGKIOTO IIATOro pebeHKa 06HAPYKIBa-
JIOCh TIPOrpeccupyloliee CHIDKeHre (QyHK-
Ui moyeK. MoHoTepamnus 6JI0KaTopaMu
PEeHUH-aHTMOTEeH3UH-AJIbA0CTePOHOBOM
CHCTEeMBI CIIOCOOCTBOBANA MHAYKIUU
YaCTUYHOU peMHCCUHU y 23 % meTel
¢ UCPHC n y 33 % nanyeHTOB C TeHeTuYe-
CKHM TeHe30M 3a0601eBaHuA (110 JAaHHBIM
a.M.H. JI.C. IIpuxonuHoOM).

B 2023 rozy Hallr oTze1 BHeC BKJIAZ, B IIOITY-
JIAIOHHOE UCCIeIOBAHYe TeHOMHBIX acCo-
LMAIWM, YTO ITO3BOJIWJIO BBIABUTE B3aHIMO-
CBA3b UMMYHHBIX 1 HEUMMYHHBIX (aKTo-
POB B Pa3BUTUM CTEPOUJI-UYBCTBUTETHLHOTO
He(pOTHUYeCKOro CMHApoMa y JieTel. Briep-
BbIe OOHApyKeHa KOJIOKATH3AIA C OTKPBI-
TBIM XPOMAaTHUHOM IIOYEYHBIX KJIETOK, YTO
TI03BOJIWIO 3aIIOZ03PUTh paHee He OIMCaH-
HBIA MeXaHW3M 3a00jeBaHuA. Brepprie
YCTaHOBJIEHO, YTO IIOJIMTeHHBIN IIOKa3a-
TeJIb PUCKA ACCOIIMUPYeTCA C 6oee paHHeH
MaHudecTanyen creponi-4yBCTBUTEIEHOTO
He(pOTUYIeCKOro CUHAPOMa (IO JaHHBIM
n.M.H. JI.C. IIpuxogunoii). IlomyyeHHbIE
pe3yJIbTaThl UCCIeNOBAHUA PACIIUPAIOT
3HAHUA O FeHeTHUUYeCKOU apXuTeKType
CTepOUJI-9yBCTBUTEILHOTO He(hPOTUIECKOTO
CHHAPOMA B Pa3HbIX IOMY/IALVAX U MOJIEKY-
JIAPHBIX (DaKTOpax BOSHUKHOBEHUS JAHHOTO
3a00JIeBaHUSA C YIeTOM CIEIM(UKY KIETOK.

ITo pe3ynbTaTaM HCCIELOBAaHUSA YPOBHA
MUKOGEHOJIOBOU KUCIOTHI y JeTen
CO CTepOM/I-3aBUCUMBIM He(POTUIECKIM
CUHAPOMOM, HaXOAANIUXCA Ha Tepalnuu
Muko@eHosatoM mModeTuna, BIepBble
YCTaHOBJIEHA MUHUMAJIBHO 3¢ (deKTUBHAA
KOHIIeHTPAanysA IIperapara B KpoBH (6ostee
3,2 MKT/MJI), KOTOpas 06JIaZiaeT BHICOKOM
UH(POPMATUBHOCTBIO B KauyeCcTBe MeToza
IIPOTHO3UPOBAHUS PAa3BUTHUA PEIUIUBOB
3a60s1eBaHUA (110 JAaHHBIM K.M.H. Cepres
Jleonngosrya MoposoBa u H.c. BapBapsl
AnexcauzapoBHbI OOYXOBOW).

Ha ocHOBaHUU IMUPOKOTeHOMHOI'O acco-
IIMATUBHOTO UCCIeIOBaHUS HedpOoOHOII-
TaTOB MallMeHTOB C IgA-HedpomaTuent

U3 17 MeXXIyHAapOIHBIX KOTOPT OIlpefe-
JeHbl 30 TeHOMHO3HAaYMMBIX JIOKYCOB
pUICKa pas3BUTHA 3a00J€BaHUA, YCTAHOB-
JIeHa IOJIOKUTeIbHAA TreHeTu4ecKas Kop-
penAanusa ¢ ypoBHeM IgA B KPOBU U acco-
IYanyAg BBICOKOTO ITOJIUTeHHOTO Gajria
oA [gA-HedpomaTuu ¢ 6ojee paHHUM
pasBUTHEM IIOYEYHOM HeJ0CTaTOYHOCTHU
(mo manHBIM A.M.H. JI.C. [IpuxoauHON’).
B paMKax MeyHapOJHOIO MHOTOLIEHTPO-
BOT'O UCCIIEIOBAHUA Pa3pabOTaH KATBKYILA-
TOD LA OLIeHKU PUCKA IIPOrPeCCUPOBAHUA
IgA-HedponaTuu y fleTeid HA OCHOBAaHUU
KIMHUKO-MOPQOIOTUYEeCKUX IIapaMeTpPOB
00CIIefOBaHUA TAIVIEHTOB.

B uccrepoBanuu C3-riiomMepysaoNnaTuH,
XapaKTepHUsyIolllelcA IpeBaTUPYIOIIUM
JernoHnpoBaHueM C3-KOMIIOHEHTa KOM-
IUIEMEHTA B IJIOMepyJlaxX U3-3a HEKOHTPO-
JINPYyeMOM aKTUBAIIUU AJIbT€PHATUBHOIO
IIyTU CUCTEMBI KOMILJIEMEHTA, OIpeze-
JIEH CHeKTp KIMHWYeCKUX NPOABIeHUN
U TUCTOIIATOJIOTMYeCKUX XapaKTePUCTUK
3a00JIeBaHMA, a TAK)Ke IT0YeYHbIe MCXOJbI
y AeTeil. Y Bcex marueHToB ¢ C3-miomepy-
sonaruei BoraBiaeH CPHC c remaTypueit
U TuUlepTeH3Uel, NpeuMyIlecTBeHHO
¢ MeMGpaHonpovdepaTHBHBIM IJIOMepY-
JIOHe(PpUTOM U (POKATHHO-CETMEHTaPHBIM
IJIOMePYJIOCKIepo30M. IIpu 3/1eKTPOHHOM!
MUKPOCKOIINY ITO4e4yHOol TkaHu C3-TJI0-
MepyJIOoHe(PHUT yCTaHOBJIEH Y 63 % manu-
€HTOB, a 60JIe3Hb ILUIOTHBIX JIeITI0O3UTOB —
y 32 %. IlomHadA 1 4acTUYHAasA PeMUCCUA
CPHC nipu C3-ritoMepy/IonaTuu, UHAyIY-
pOBaHHaA MMMYHOCYIIpeCCUBHON Tepa-
nmueu, JOCTUTHyTa y 6 % u 38 % IanueH-
TOB COOTBETCTBEHHO (IO JAHHBIM J.M.H.
JI.C. [TpuxoauHoii). IIporpeccupymoiee
TedeHHe C3-IIoMepyJIONaTUu A0 XpPOHU-
yecKo 6ose3Hu nouek (XBII) 2-4 crapuit
BBIABJIEHO y 88 % MallMeHTOB, BKJIIOYAs
BCeX JleTe¥ ¢ 60JIe3HBI0 IUIOTHBIX JET03U-
TOB. JI714 yJIydllIeHUA II09eYHbIX UCXOL0B
C3-mromepysonatuu Heobxoauma 3ddex-
TUBHAA TapreTHasA aHTUKOMIUIEMeHTapHasA
Tepamnus-.

B 0HOIIEHTPOBOM PETPOCIIEKTUBHOM HC-

CJIelOBaHUHU YCTAaHOBJIEHBI IOTeHIINAb-

HbIe ()aKTOPBI pUCKA HEOGPATUMOIO CHHU-

JKeHUA CKOPOCTH KIIyOOYKOBOW (PrUIbTpa-

nuu (CK®) y mereit ¢ CPHC BaieacTBue

(hOKaTBHO-CeTMEeHTaPHOI'0 IIOMePYJIOCKIIe-

po3a 1 ocTpoil He(PPOTOKCUIHOCTH, aCCo-

LIUMIPOBAHHOM C Tepalyell HHIrMOUTOpaMuy

KaJIbIIHeBpUHA:

® BBICOKAsA JIOJIA yBeJIM4EeHNA YPOBHA Kpe-
aTUHMHA KPOBU M CHIDKEHMA PaCIeTHOU
CK® (pCK®) Bo BpeMsd 3113072 OCTPOM
He(POTOKCHIHOCTU U IIOCJIe KOPPEKIIUK
JI03bI UHTHOUTOPOB KIBI[THEBPYHA;

* (oJjiee ITUTETbHAA TePAA MHTHUOUTOPA-
MU KaIbLIMHEBPMHA U IIPOJIOHTUPOBAH-
HBIU IIepUOJ, OCTPOM He(PpOTOKCUIHOCTUA
(rmo raHHBIM M.H.C. AHHbI MUXallJIOBHBI
XoXI0BOA).

CUHOPOM AJNIbMNOPTA

B oT/resie HaC/I€ACTBEHHBIX U PUOOpPETEH-
HBIX OOJIe3Hel moyeK UMeHu Impodeccopa
M.C. ITHaTOBOM HaKOIUIeH HauOOJIbIIUIA
OIIBIT PAaHHEHN JUAarHOCTUKU U BeJleHUsd
JleTell C CHHAPOMOM AJIBIIOPTA, OIIpeeieHa
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reHeTU4YecKas CTPYKTypa 3aboyieBaHUs
C IIpeBaIMPOBaHNeM X-ClleIUIeHHOM (GOPMBI.
B peTpoCIIeKTUBHOM UCCIIeOBAaHUU AeTel
¢ X-ClleIUIeHHbIM CUHJIPOMOM AJIBIIOPTA,
XapaKTepUu3yIIIUMCI pa3BUTHEM IIPO-
TPecCUpYIOIero opakeHu: ovyekK, Hel-
POCeHCOPHOU TYTOyXOCTHU, IATOJOTUU
XPyCTINKA U CeTYaTKU Iia3, BIepBble
YCTaHOBJIEHO, YTO OoJee YeM y ITOJIOBUHBI
JleTell IPUCYTCTBYIOT MUCCEHC-BApUAHTBI
B reHe COL4AS5, 94TO COIIOCTaBUMO C Pe3ysIb-
TaTaMU MUPOBBIX UCCIIeAOBAHUM (II0 JaH-
HBIM K.M.H. MapuHbl EBreHbeBHBI AKCe-
HOBOI1). OCO6€HHOCTBhI0O TeHeTUIeCKOH
CTPYKTYPbI POCCHUMCKOM BBIOOPKU IAIfy-
€HTOB C X-CIIeIUIEHHBbIM CUHAPOMOM AJIb-
IIOPTa OKa3aJIoCh HAJIMYMeE ellle OJHOIO
mucceHc-BapuanTa NM_033380.3(COL4A5):
€.3319G>A, p.(Gly1107Arg), He OIIMCAHHOTO
paHee KaK OOIIWIT IPU3HAK B IPYTUX IIOIY-
JIAIUAX MalleHTOB. Pe3ybTaThl UccIeno-
BaHUA IIOKa3bIBAIOT, YTO LA JUATHOCTUKU
X-CI1eIUIeHHOTO CUHAPOMa AJIBIIOpPTa y Tpe-
TU feTell HeTOCTaTOYHO KIIMHIYEeCKUX Y MOp-
dosornyecKux JAHHBIX, B OOJBITNHCTBE
crydaeB TpeOyeTcs MOJIEKYJIIPDHO-TeHeTH-
JecKoe UCCIefOBaHUe.

Y neBouek ¢ X-ClleIUIeHHBIM CUHPOMOM
AnBIIOPTa BIIEePBBIE OIpefiesIeH CIEKTP
KIMHUYECKUX TIPOSABJIEHUH 3a00IeBaHUA:
y 40 % BBIABJIEHA IPOTEUHYPUA, y 27 % —
MakKporeMarypus, y 8 % — HelpoCceHCOpHasA
TYTOYXOCTb, y 7 % — nepudepudecKasa peTu-
Homartus (1o AJaHHBIM K.M.H. M.E. AkceHo-
Boti). [Iporpeccupyioinee TeueHue 3a6ose-
BaHU ITOYEK BLIABJIEHO O0JIee YeM y TPeTH
JleBOYeK C X-CLeIUIEHHBIM CUHIPOMOM
Anpriopra.

IToxazaHO, YTO, HE3AaBUCUMO OT CPOKOB
HasHAYeHW, Tepallia HHIMOUTOPAMY aHT Y-
OTeH3WHOBOU CHICTeMbI CHIKAeT TeMIIbI IIPOo-
rpeccHpoBaHMA 3a00/IeBaHNA ITOYEK Y leTel
C CUHAPOMOM AJIBIIOpTa. PaHHee HazHauyeHue
WHTHGUTOPOB AaHTHOTEH3MHOBOW CHCTEMBbI
3HAYMMO yMeHbIIaeT PUCK BO3HUKHOBEHIA
npoTenHypuu U cHrbxkeHu:A CK® y Maibuu-
KOB C X-CIleIUIeHHBIM CUHAPOMOM AJIBIIOPTA.

YHUKAJbHbIW ONbIT

B oTzesle HAKOIUIEH YHUKAJIbHBIA OIIBIT
paHHell AMarTHOCTUKU U BeleHUs JeTel
C IUPOKUM CIIEKTPOM TYOYJIOIATHH, Tpe-
OyIoIMUX MacIrTabHoro auddepeHIATD-
HO-IVaTHOCTUYECKOTO TOVICKa. BriepBhle
YCTAaHOBJIEHBI KJIMHUKO-TabOpaTOPHBIE
¥ MOJIEKYJIIDHbIE XapaKTePUCTUKU UAMO-
naTu4yecKor MHQPaAHTWIbHOU TUIlepKalb-
IVeMUU [IepBOTO THUIIA ¥ POCCUMCKOU
KOTOPTHI JIeTell C BhIABIeHUEM (HeHOTU-
NUYecKuX 0coOeHHOCTel TedeHUs 3a60-
JIeBaHUA B 3aBHCHUMOCTU OT BO3pacTa
MAIEeHTOB U MOTEeHIVAIbHBIX TeHOTUII-
(peHOTUTMYECKIX aCCOITUATIMIL.

HawuGosee 9acThIMU KIMHUKO-Ta60paTop-
HBIMY IIPOABJIEHUAMU Y AeTel ObLIU Me-
JY/ULIPHBIA He(PPOKAUTBIIMHO3 U CHIDKEHIe
YPOBHA IAPATUPEOVITHOTO TOPMOHA B KPOBH,
HECKOJIBKO peyke HaOTIONAIVICh THITepKaIb-
[MeMV, THIEePKUTbIINYPUA U YPOIUTHA3.
CrereHb BBIDRKEHHOCTH ¥ 4aCTOTa OGHApY-
YKeHVI OCHOBHBIX KIIMHUKO-IA00PATOPHBIX

TIPOABJIeHUN UH(PAHTWIHLHOM TUIlepKalb-
IIFIeMU¥ IIePBOTO TUIIA 3aBUCAT OT BO3PacTa
MAIUeHTOB, YTO HEOOXOAMMO YIUTHIBATh
B nudPepeHINAUTLHO-AUATHOCTUIECKOM
TIOUCKe y AeTell ¢ HeppPOKUILIIMHO30M
¥ (WIN) YPOJIUTHA30M.

ITo maHHBIM K.M.H. CBeTyIaHbI BajeHTU-
HOBHBI [lammik, MOJIEKyJIsIDHO-TeHeTIIeCKre
VCCIeZIOBAHUA OOHAPYKIUIM Harbostee pac-
IIpOCTpaHeHHbIe ITaTOTeHHble BapUAHTHI
B reHe CYP24A1 B pOCCUMCKOM KOropTe
IIalleHTOB, OMHOTUIIHBIE C eBPOIeICKOM
Koroproit: p.Arg396Trp (55 %) u p.Glu143del
(40 %). IloBBIIeHNEe OCBEeIOMIEHHOCTU
0 peHOTUITMYECKUX OCOOEHHOCTAX Teye-
HUA WHQAHTWIPHOU I'UIIePKAIbIMeMUN
IIePBOTO THIIA CIIOCOOCTBYET YBEIMIEHIIO
KJIMHUYECKONM HaCTOPOXeHHOCTU Bpa-
Yell B OTHOIIEHUHU JJAHHOTO 3a00JIeBaHUs
y IIaIIeHTOB C He(PpOKATBIITHO30M U (WJIH)
YPOJIMTHA30M, TUIlepKaJbliieMuell Wiu
TUNEPKATBIIYPUE.

Ha ocHOBaHUY CPaBHUTEJIBHOTO aHAIM3a
no4eqyHoro ¢peHOTHUIIa U (PyHKITMOHATEHOTO
COCTOSIHUA II0YeK Y AieTeli ¢ CUHAPOMOM Jloy
¥ GOJIe3HBIO JleHTa BTOPOTO TUIIA — YJIBTPa-
penkux X-CleIUIeHHbIX 3a00/IeBaHui, 00y-
CJIOBJIEHHBIX ITATOT€HHBIMM BapHaHTaMU
B reHe OCRL1, mOKa3aHO, YTO TOJIBKO Y HallH-
€HTOB C CUHZPOMOM JI0oy HaGIIFOATHCH TUTIO-
KayieMus, IIIOKO3ypUsa U HedpoIUTHUA3,
a Tak)e CTaTUCTUYeCKM 3HAa4YMMO dalie
TI0 CPAaBHEHMUIO C IAIfIeHTaMU C 00JIe3HBI0
JlenTa BTOpOro THIa GpUKCUPOBATINCh TUIIep-
YPUKO3YpUs, MeTA0OJINIECKUN anug03
U MeyJ/ULAPHBIM He(POKAILIIMHO3 (I10 JIaH-
HbIM K.M.H. C.B. [Tammk). [Ipu BeIsABIEHUN
XapaKTepHbIX KIMHUYECKUX IIPOABIeHUN
cuagpoMma Jloy u 6ose3Hu [JeHTa BTOPOTO

Otzen BHeC BKJIAJ, B KPyIIHOe eBpOIIelicKoe
HCCIefloBaHre KIMHUYECKUX U reHeTu4e-
CKUX XapaKTepUCTUK Oose3Hu JleHTa mep-
BOrO TUIIA Y ITAI[eHTOB MYXCKOTO II0JIa,
YTO IIO3BOJIWJIO BBLABUTH B3aMMOCBSA3b IIPO-
rpeccrpoBaHUs 3a6oeBanws o XBII ¢ Bo3-
PacTOM IIalleHTOB. Y GOJIBHBIX C BHIPAKEH-
HBIMU MyTanuAMM (nonsense, frameshift,
large deletion or splice-site variants) B reHe
CLCN5 yCTaHOBJIEHO CHIDKEHHE CKOPOCTH
DJIOMepYJIIPHON PIIBTpaliu 10 IO3IHUX
craguii XBII B 6ojiee MOJIOIOM BO3pacTe
110 CTPAaBHEHMIO C MAaIlfUeHTaMU C YMepeH-
HBIMU (missense, in-frame) CLCN5-myTauu-
AMHU (110 JaHHBIM A.M.H. JI.C. [TpuxonyHo¥).

PesyibTaThl McCTEOBAaHMA ITO3BOJLAIOT HA PaH-
HUX 3Tallax 3aIlo0f03puTh Oosie3Hb [JleHTa
IIepBOTO TUIIA y IAITEeHTOB MY)KCKOTO I10JIa
C HU3KOMOJIeKY/LIDHOM ITpoTenHypuel, Hed-
POKIBLIMHO30M U (WJIH) TUIIepKATBIIAYPHel,
a TaK’Ke CHIDKeHeM QyHKIIVIA [T09eK C HeoO-
XOAVMOCTBIO IIOCJIeyIoNero reHeTuye-
CKOT0 ITOATBEPKAeHUA. DTO IT03BOJIUT CBOe-
BpeMeHHO Ha3Ha4YaTh He()pPOIPOTEKTUBHYIO
Y CHUMIITOMATUYIECKYIO TePAIUio 1 130eratb
TIyHKITIOHHOH He(hPOOUOIICKN Y UMMYHOCY-
TIPecCYBHOM Tepaluu B psjie CIydaes.

Hamr oTzmen BHeC BKJIaJ, B U3ydeHHe peJi-
KOT'0 IIPOTHOCTUYECKH HeOJIaroIpuATHOTO
3a00J1eBaHNA — IIePBUYHOM TMITEPOKCAII-
ypuu nepsoro tura (peructp OxalEurope).
Puick pasBUTHA IIOY€YHOU HEJOCTATOIHO-
CTH OBLI BBIIIE Yy TAIIIEHTOB C IIEPBUYHOMN
ruIepoKcatypuei nepsoro tTumna c AGXT-
NUPUAOKCUH-HeUyBCTBUTEIbHBIMU T'OMO-
3UTOTHBIMU MYTallUSIMH, C MeAyJULADHBIM
He(POKATbIIHO30M U MOBBIMIEHHON 3KC-
Kpellell OKCaJaTOB C MOYOM (II0 JaHHBIM
.M. H. JI.C. IIpuxoauHoii).

[MepcnekTnBbl NnegnaTpu4eckon Hedposiornm cBa3aHbl C pacLUMPEHNEM
N3y4aeMoro crekTpa HacneACTBEHHbIX 3ab60neBaHui NoYeK y OeTen,
HabnIoaLLNXCA KOMaHO0M CreumnanmcToB 3KCNEePTHOIrO YPOBHS

C OrPOMHbIM peannadyemMbiM MOTEHLMANOM KIIMHNYECKOrO OrbliTa

N MEXANCUMMNIIMHAPHOIrO B3aMMOOENCTBUS

THUIIA JIETAM C BBICOKOM BEPOSITTHOCTHIO MOYKET
OBITH YCTAHOBJIEH KIIMHUYIECKUI TUAarHO3
HAa PaHHUX CTaJuAX 3a060JIeBaHUH C IIOCIe-
JAyIolieil TeHeTUYecKoW BepuUKamuei
¥ CBOeBpeMeHHbIM HazHaYeHreM He(poIpo-
TeKTUBHOU U CUMIITOMAaTUYeCKOU Tepalyuy.

BriepBble y MATBYMKOB POCCUICKOM KOTOPTBI
¢ cuHIpOMOM JIoy, B OTJIM4YMeE OT 60Ie3HU
JleHTa BTOPOTO TUIIA, YCTAHOBJIEHBI XapaK-
TepHble dKCTpapeHAIbHbIe IPOABIeHUA
B BYJIe ITIaTOJIOTUH IVIa3 (BpOXKIeHHasd JIBY-
CTOPOHH:AA KaTapaKTa, Kocoryiasye, HUCTarm)
¥ KOCTHOM CHCTEMBI (PaxUT, OCTEOII0PO3),
a TakxXe 33/lepKKa (PU3UIECKOro U UHTe-
JIEKTYQJIbHOTO Pa3BUTHA (IO JAHHBIM K.M.H.
C.B.ITamk). [ToBbIIeHME OCBEIOMIEHHOCTH
Bpadell 0 XapaKTePHbIX SKCTPAPEHATbHBIX
IPOSABJIEHUAX cUHApoMa JIoy 1 Gojie3Hu
JleHTa BTOPOTO THUIIA CIIOCOOCTBYeT paH-
Hell KIIMHUYeCKO! AUArHOCTUKe 3a00s1eBa-
HUM, CBOeBpeMEeHHOMY IIPeIOTBPAIeHUI0
OCJIO}KHEHUH U IIPOTHO3UPOBAHUIO TeUeHU
TIATOJIOTHM.

B pamKkax MeXIyHapOJHOTO MHOTOIIeHTPO-
BOT'O HMCCJIEJIOBAaHIA BIIEPBBIe pa3paboTaHa
IIporHocTryecKas Mozeirb HNF1B-MyTaruit
y JleTell C aHOMaJIUAMU TI0YeK Y MOYeBBbIBO-
JAMUX IMyTel, KOTopasa IMPOofeMOHCTPUPO-
BaJIa BBICOKYIO MTH(GOPMaTUBHOCTE CO CIIeIT-
(puIHOCTEIO 82,66 % U 19yBCTBUTEILHOCTBIO
93,67 % (no maHHBIM K.M.H. C.B.ITammx).
KaybKymaTop, pa3apaboTaHHBINA Ha OCHOBE
nporHocrrdeckor mopeay HNF1B-MyTanmit
y JeTell C aHOMAJIUAMU IIOYeK U MOYEBBI-
BOJAIIMX ITyTel, II03BOJIUT OCYIIECTBIIATh
PaHHIOW AarHOCTUKY HNF1B-3a601eBaHu
CO CBOeBpeMeHHBIM HasHaueHueM Hedpo-
IIPOTEeKTUBHOU Tepaluy, HallpaBJIeHHOMN
Ha IIpeJoTBpalleHNe IPOorpecCUpPOBaHUA
PEeHAILHOM U S3KCTPapeHaTbHOM ITaTOJIOTYIH.

Pe3ynbTaThl IPOBEIeHHBIX B OT/IesIe UCCIIe-
JIOBAaHUU ObUIM OITyOJIUKOBaHBI B 2023—
2024 TIT. B BeyIIUX 3apyOeXHbIX U OTe-
4eCTBEHHBIX XKypHaJIax, BKIo4Yas Nature
Genetics, Nature Communications, Kidney
International, The Lancet Global Health, Kidney

International Reports, Pediatric Nephrology,
Frontiers in Pediatrics, «<Heiponozua u duanusy,
«[leduampus umenu ['H. Cnepanckoeo», «Poccuii-
CKUTL 8ECHUK Nepunamonozuu u neduampuuy.

NMEPCNEKTUBbI PA3BUTUA
[TepcrieKTUBBI Pa3BUTHUSA IeIUaTPUIECKON
Hepponornu B HUKU um. Bensruimesa cBs-
3aHbBI C pacIIMpeHreM U3y4aeMoro CIieK-
Tpa HAaCJIeACTBEHHbBIX 3a00/I€BAHUM ITOYEK
y oeTeli, HabIIONArOIIIXC A KOMAH/ION CIIely-
QTMCTOB 9KCIIEPTHOTO YPOBHSA C OTPOMHBIM
Ppea3yeMbIM MOTEHIUAIOM KIMHITIECKOTO
OTIBbITA U MEXXAVICLIMIUITHAPHOTO B3aUMOJe -
CTBUA. B I1anax pa3BuTHA IeAUaTPUIECKON
Hedposoruu — pazpaboTKa AITOPUTMOB
JUATHOCTUKU U JIeYeHUA JleTel C IJioMe-
DPYJIOIATUAMU M TYOYJIOMATHUAMHU (B TOM
YHCJIe C UCTI0JIb30BaHUEM UCKYCCTBEHHOT'O
UHTeJUIeKTA) I IOIePXKKY IPUHATUA Bpa-
yeOHBIX PellleHU U COBePIIeHCTBOBAHI
MEeIUITTHCKOM ITIOMOIITY ITaIlieHTaM.

ITpuOpUTETHLIM BeKTOPOM PasBUTHA ABJLA-
etcd cozanue 3G (PeKTUBHOU TeXHOJIOTUN
3aMKHYTOT'O ITUKJIA TT0 OKA3aHUIO CIIeITAATH-
3MPOBAHHOU BBICOKOTEXHOJIOTMTIHOM MeIu-
IIWHCKOM ITOMOIIU JIeTAM C He(POKIbLIY-
HO30M U (WIH) YPOJIUTHA30M Ha OCHOBeE
KOMIUTIEKCa JIJAOOPATOPHBIX U MHCTPYMEH-
TAIBHBIX METOOB MCCIeNOBAHNA, BKIIOYAS
MOJIEKYJLIPHO-TeHETUUECKYI0 IUarHOCTUKY,
00CIeioBaHNe MYJIBTUAUCIIUIUIMHAPHOMN
KOMAaHJION CITeIIUATMICTOB JUISI BBIPAOOTKU
TIepCOHU(MUITIPOBAHHBIX TIOAXOIOB K BEIOO-
Py MeTOI0B XUPYPIUYEeCKOIo JeyeHus Jie-
Tell C ypOJIUTHA30M U KOHCEPBATUBHOMY
JIEYEHUIO C pa3pabOTKON MHIUBUIYATbHBIX
PEeKOMeHIAIIMIA TI0 TIUTAHUIO, 06pa3y KU3HH,
Ha3HaYeHUIO TapreTHOU Tepalyy, Hallpas-
JIEHHOU Ha CHIDKeHMe PeIfuINBOB YPOJIUTHU-
a3a ¥ BBIPQKeHHOCTU He(hPOKATBIIMHO3A.

ILnaHupyeTCa pa3paboTaTh KINHUYIECKUE
¥ MOJIEKYJIIDHO-TeHeTU4ecKre KpuTepuu
TIPOrHO3UPOBaHUA 3G ()EeKTUBHOCTU TapreT-
HOM Teparnuu nHru6uropamu mTOR mopa-
JKeHUA IToYeK (KUCThbI ¥ aHTHOIUIIOMBI) IIpYU
Ty0epO3HOM CKJIepo3e y eTell Ha OCHOBAHUY
OLIeHKY ITPOTPeCcCUPOBAHYIA 3a00IeBaHuUA.

IIpescTOUT TakXKe ONTUMM3AIlUA MeToAa
onpegenenua CK® y gereit u mogpoct-
KOB C HAaCJIeZICTBeHHBIMU 3200JIeBAHUAMU
Io4YeK ¥ 0COOEHHOCTAMY HyTPUTHUBHOTO
CTaTyca B 3aBUCMOCTU OT YPOBHA IIUCTa-
TuHA C B KPOBU. DTO IIO3BOJIUT BHEIPUTH
H3y4aeMbIi MeTOJ, B KIIMHUYECKYIO IIPaK-
TUKY JIJIs1 TOUHOU BepU(UKAIUU CTaTUU
XBII, popMUpPOBAaHUA KPAaTKOCPOYHOU
U JJOJITOCPOYHOM TaKTUKY BefeHUS Maly-
€HTOB C KOPPeKIel BUAA U 03 Tepalluu,
IIPOTHO3UPOBAaHMEM PHUCKOB Pa3BUTHUA
ocnoxkHeHUU XBII 11 cBoeBpeMeHHOTo
JIeYeHU:A U 3aMe/JIEHU:A TeMIIOB IIPOrpec-
CHUPpOBaHUA 3a060JIeBaHUsA, OIpeZeIeHUs
CPOKOB ITIOTPeGHOCTH U BBIGOpa MeTOAA
3aMeCTUTEeIbHON II0YeYHOM Tepalun.

ID1aHupyeTCsa pa3paboTKa HOBBIX METOJOB
JIedeHHA C IPUMeHeHHeM COBPEeMEHHOM
TapreTHOM Tepanuy KOMIUIEMeHT-0Iocpe-
JIOBaHHBIX IJIOMepYJIONaTUil y JeTeil —
IgA-Hedponatiu u C3-JIOMepyJIONaTUM.
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AN TIEAVIATPOB

Q ITEJINATPUA

PACNPOCTPAHEHVE
Mo nognucke. becnnatHo.

Ne 5 (39) 2024

[lata Bbinycka Homepa: 22 okTa6ps 2024 r.

PEQAKLUA

PepakuvonHas rpynna:

[.M.H., npocpeccop A1.A. Mopo3os
[.M.H., npocpeccop H0.J1. MusepHuukuit
[.M.H., npocbeccop A.B. Iy6un

[.M.H., npocpeccop A.H0. MywwkuH
[.M.H., npocpeccop 0.C. [posHoBa
[.m.H., npocheccop B.H0. BonHosa

YYPEAUTEND

000 «M3pnatenbckuit som «AbB-npecc»
TeHepanbHbIil AUPEKTOpP:

TNeoxuna Mapkosuy Haymos

Bbinyckatowmin pepaktop: 1.B. Koanesa

nasHblit pegakTop: Anekcanap Mpuropbesny PymsHues
LLedb-pepakTtop: C.A. AradpoHoBa

[u3aiH n Bepctka: C.C. KpalweHnHHuKoBa
KoppekTop: W.I. Bypa

[vpekTop no peknawme: A.I. Mpunenckas
Pykosogutens npoekta: 0.A. CTpokoBckas

ALPEC PE[LAKLIMK
W YYPEQUTENA

115478, Mocksa,
Kawwmpckoe wocce, 24, ctp. 15
Ten. +7 (499) 929-96-19

NEYATb

Hwxnuit Hosropog,

3akas Ne 242697.
E-mail: abv@abvpress.ru
www.abvpress.ru

Otneyaraxo B Tunorpacun
000 «tOHMOH MpuHT»

OKckui cbeap, 2, kopn. 1

06wwmit Tupax 10 000 3k3.

la3era 3apeructpuposaxa PeaepanbHoil CAIyX60i Mo Haa3opy
B C(hepe CBSA3N, MH(OPMALMOHHBIX TEXHONOTMIA U MACcCOBbIX
KOMMyHuKaLuii (PockomHaa3op). CBIAeTenbCTBO 0 perucTpa-
umm M Ne ©C77-74576 ot 14 fekabps 2018 1.
Kateropuyecku 3anpeLaeTcs nofHas UAn 4acTuyHas nepe-
neyatka mMarepuanos 6e3 0(hULMAnbHOTO COrnacua peaak-
uvn. MHeHWe pefakunm MOXET He COBMajaTb C MHeHueM
aBTOPOB. OTBETCTBEHHOCTb 33 AOCTOBEPHOCTb PEKMAMHbIX
06bABNEHNIA HECYT peknamopaTenit.



SWiXXG BioPharma

Modern Medicines for All

WHHOBALMOHHbIE METOAbl JIeYeHUs
MNauneHToOpUEeHTUPOBAHHbIW NOAXOA

KomaHpa BbicokonpodeccuoHanbHbIX
cneuuanncTos

Csukc bnocapma - hapmaueBTuHeckass KomnaHus, npeacraenaowas noptdesb TpaHCHaUNOHaNbHbIX
Kopnopauuin no npon3BoacTBy buocdapmaueBTnyecknx, 6espeuenTypHbIX npenapaTtos U nagennmn
MeAULUUHCKOro Ha3Ha4YeHus1, 3aMeHssa ux hunuanbl nu oTAesbHble bU3HEC-Noapa3feneHns Ha pblHKax,
roe OHU He BenyT AefIoBYy0 aKTUBHOCTb. Hala npepaHHaa cBoeMy fesy KoMmaHga cneunaimcToB CTPEMUTCS
obecne4ynTb [OCTYN NAUMEHTOB K HEOH6XOAMMbBIM UM COBPEMEHHbIM JIEKAPCTBEHHbIM Npenaparam,
KOTOpble NMPOM3BOAAT HaLUW NapTHEPBbI.

Csukc buocapma ctparerndyecku (pokycupyertcs Ha 4 TepaneBTUHECKUX obnacTax, npepiaras MUHHOBA-
LNOHHbIE METObl JIeYEHNA PEOKNX, OHKOJIOMMYECKNX U FeMaTosiorm4ecknx sabonesaHuni, cneymnannsun-
pOBaHHOW MOMOLLM U BaKUUHaXx.

000 «CBWUKC X3JICKEA», MEXXAYHAPOHAS TPYNMA KOMMAHUIA CBUKC BUODAPMA
105 064, r. MockBa, 3emnsHou Ban, a. 9

Ten.: +7 495 229 06 61

JNeKTpoHHas noyra: russia.info@swixxbiopharma.com
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