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CIIEKTP OPTAHHOM ITATOJIOT MM IIPY CUHJIPOME ITIATAY

Beeoenue

Cunnpowm Ilaray, Taxke U3BECTHBIN Kak TpUcOMUS 13, ABIISETCSI XpOMOCOMHBIM HApYIIEHU-
€M, KOTOPOE BBI3bIBAET CEPhE3HbIE aHOMAJIMU B Pa3BUTHUHU Tejla U MO3ra peOeHKa. ITO COCTOSIHUE
BBI3bIBAET JIONOJHUTENIBHYIO KOMHIO 13-1 XpOMOCOMBI B K)XK/JI0M KJIETKE OpraHu3Ma U IPOUCXO-
JIUT B PE3YJIbTATe CIIyyailHbIX reHeTn4eckux Mytauuii. Cunzapom Ilaray siBisieTcst peakum cocTo-
SITHUEM U BCTpedaeTcsi npuMepHo y ogHoro u3 5 000 HoBopoxieHHbIX [ 1]. [Tarorenernuecku npu-
YMHOW JAHHOU TPUCOMMU CITY’KHUT HEPACXOXKIEHHE XPOMOCOM BO BpeMsI Mel03a, COOTBETCTBEHHO
XapaKTepHO HAJIMYUE JOMOTHUTENLHON Konuu 13-i xpomocombl. Cunzpom Ilatay moxer ObITH
00yCJIOBJIEH KaK CBOOOTHOM TPUCOMHEH, TaK U TPAHCIOKAIIMOHHBIMU BapuaHTaMu [2].

Ilenw

OnpenenuTs 4acTOTy BcTpeyaeMocTH cuHapoma [laray cpean abopTHpOBaHHBIX 110 MU~
KO-T€HETHUYECKUM ITOKa3aHUSIM IUIOJOB U YCTAHOBUTH CIIEKTP OPraHHOM MaToJOrvy IpH JIaH-
HOM CHHJPOME.

Mamepuan u memoowt ucciedosanus

Marepuanom i UCCIeI0BaHUS MOCITYXUIH IpoTokosibl 1150 marosoroaHaTOMU4eCKUX
BCKPBITHH IIJI0JIOB, MOIYYEHHBIX B Pe3yJIbTaTe MpepbIBaHUs OEPEMEHHOCTH 110 MEJUKO-T€HETH-
YECKUM TTOKa3aHUsIM, CO CpOKoM rectaruu oT 10 1o 22 nenens, nmpoBeneHHbIX B 2015-2022 rT. B
I'Y3 «l'omenbckoe 00acTHOE KIMHMYECKOE MaTojoroanaroMmudeckoe 0ropoy. [laronoroanaromu-
YeCKUE BCKPBITHUSI TPOBOJUIINCH 110 OOIIENPUHATHIM METOAUKAM B COOTBETCTBUH C OCOOCHHOCTAMHU
BCKPBITHSA IUI0A0B 1 1 2 TpuMecTpa OEpeMEHHOCTH € MOCIIETYOIINM H3rOTOBIEHUEM TMCTONIOrnye-
CKHX IIpenaparoB. [ ucTonornyeckoe cciieoBaHie BHyTPEHHUX OPTraHOB U TKaHEH I1JI0/10B POBO-
JUJIOCH ITyTEM N3YYEHUs] MUKPOIIPENIApaToB, OKPAIIEHHBIX TEMAaTOKCUIMHOM U 03MHOM.

O06paboTKa 1 CTaTUCTUYECKHI aHaTIU3 UCCIIETyEeMbIX JaHHBIX TPOBOMIIACH B TPOrpaMMax
Microsoft Office Excel 2013 u Statistica 10.0, my1s onpeaeneHus: CTaTHCTHYECKONW 3HAYUMOCTH
HCIIOJIb30BAIMCh METO/Ibl HENapaMETPUUECKON CTaTUCTHKY (Tabiuna 2x2).

Pe3ynomamul uccinedosanusn u ux oocyrycoenue

3a nepuon ¢ 2015 o 2022 rr. cpenu Bcex MaToIOr0aHaTOMUYECKUX BCKPBITHIT OBLIO BBI-
aBieHo 14 ciaydeB cunapoma [laray (Tabmuna 1).

Tabmuna 1 — Yactota BCTpewaeMoOCTH IJIOA0B ¢ cuHApoMmoM llatay cpeau BpOKIECHHBIX
MTOPOKOB Pa3BUTHS

Ton Konunuectso cityuaes
2015 32,1 %)

2016 2 (1,15 %)
2017 3 (1,9 %)

2018 3 (2,09 %)
2019 1 (0,65 %)
2020 0

2021 1 (0,8 %)

2022 1 (0,8 %)
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Crnexrp opranHoii narosioruu npu cuaapome [laray ObL1 ipesicTaBieH pa3iMyHbIMU Bapu-
aHTaMH aHOMAaJIU{ U TIOPOKOB Pa3BUTHSI CUCTEM OpraHu3Ma (pUCyHOK 1).

B [Toposm [THC

= [Toposst cepHeuHO-COCYIHCTON CHCTEMBI

m [Toposs mmpad aTirgecKoil CHCTEMBI
IlopoEat HemyIoMHO-KHIIeUHOTO TPAKTa

B [TopoEI MOUSERITEINTMEHOM CHCTEME]

B [TopoEH MONOEOTT CHCTEMBI

B AHOMATINT M [T0P O PAIEITIA JIIA H

IIIerr

B AHOMATIT 0I0PHO-TEHTATeMbHO
CHCTEMBI

Pucynok 1 — Ilopa:xkeHue cuctem opranusma npu cuiapome Iaray

[TopaskeHre BHYTpPEHHHX OPraHOB M (PEHOTUITMYECKHE MPOSIBICHUS MPU JaHHOM CHUHJIPO-
Me OTJIMYAINCh MHOT000pa3ueM HO30JI0TH4YecKuX GopM (Tabnuna 2).

Tabmuna 2 — Hozonornueckue ¢popMbl MOpoKoB pa3BuTus npu cunapome [laray

ITaronorus

Kom-Bo

OTKpBITHIN aTPUOBEHTPUKYIISPHBIA KaHAI

Jeddext Mexoxemy109K0BOI IEPETOpOaKH

Terpana ®anno

I'nnorutasust 1yru aopTsl

MHoromopyaTas mouka

[TonxoBoOOpa3Hast movYKa

Meranuctuc

MI/IKPOKI/ICTLI 00€euX MoveK

Omdatoriesnie ¢ BBIXOIOM YaCTH [ICUCHH, NIETEIb TOHKOW U TOJCTOM KUIIIKH

JuBepruxyn Mekkest

AnobapHast TONOTPO33HIIEhaTHS

CemuiiobapHas roJ1onpo3’HIeQais

YacTuuHas ania3us YCpBsA MO3KEUKa

Kucro3nas pacmennna (MEHHHTOIIENIE) KPECTIIOBOTO OT/Iea TO3BOHOYHHKA

Muxpoddammoc

CemioBuaHas MaTKa

TlonumakTrnus

JII/ICHJ'[aCTI/I‘IHBIe YUIHBIC PAKOBHUHBI

[IIupokoe ocHOBaHUE HOCA

JIByCTOpOHHHUI XEHIIOrHATONAIATOCXU3

luneprenopusm

JIByCTOpOHHSISI onepeyHas 1aJJOHHAas CKJIa/Ka

Kucro3nas numpanruoma men

CpenuHHAas pacHieTHa MSATKOTO M TBEPIOro HEOa

KOp OTKasd y3/1€1UKa A3bIKa
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Oxonyanue Tadoausl 1

ITaTonorus Kon-Bo

I'umonnasus HKHEH YETIOCTH 1

Vro1eHHoe JIUI0

Armasust Hoca

N | = | =

Anmnasust apTepun ITyTIOBHHBI

Buemnue u3smMeHenus nuua npu cuaapome Ilatay xapakrepuzoBaiuch HU3KO Pacrono-
KEHHBIMH U J1e()OPMUPOBAHHBIMU YUIHBIMH pakoBHHaMU (3 ciyyas), XeiJIorHaronaiaroc-
xu3oM (3 cimyvast) u runeprenopusmom (3 ciyuas). M3 BIIP cepaedno-cocynuctoi cucre-
™Mbl yame Obuth BbisBieHbl JIMXKIIT — 7 cmydaeB. BITP koCTHO-MBIIIIEYHOW CHUCTEMBI OBLIH
MPEACTABICHBl PA3IMYHBIMUA BapHaHTAMU MOCTAKCHAbHON MonuAakTuiauu (5 ciyvaes). 13
BIIP nenTpansHON HEpBHOUW CHCTEMBbI OBLIM BBIABICHBI CEMUIIOOApHAs U ajo0apHas roJio-
npo3sHiedanus. [lopoku MoueBoit crucTeMbl HAOIIOAAINUCH B BUJI€ MHOTO/IOJIBYATHIX TOYEK U
HaJMYMeM MUKPOKHCT B KOPKOBOM CIIO€ TIOYEK.

Buwisoowt

1. Yacrota BcTpeuaemoctu cuuapoma [laray cocrasisia ot 0 10 2,09 % ot o0111ero Kom-
yecTBa a0OPTUPOBAHHBIX TIO/IOB.

2. Cunapowm Ilaray xapakTtepuzoBayics MHOKECTBEHHOCTBIO BPOJKJIECHHBIX MOPOKOB pa3-
BUTHUS ¢ MpeoliiajaHreM mopaxkeHus obmactu nuua u meu (31 %) u cepredHo-cocyaucToit
cuctemsl (25 %).
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OIEHKA ITPOI'HOCTHYECKHUX ®AKTOPOB ITPU MOP®OJIOTI'MYECKOM
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Beeoenue

['actpounTecTrHambHas crpomanbHas onyxoib (TMCO) — 310 Me3eHXHMalIbHAs OIMyXO0Jb
KETYIOYHO-KHUIIIEYHOTO TPAKTa, KOTOpasi MOXKET JIOKAJIM30BaThCsl B JIIOOOM €ro otjene, ¢ Ba-
puabenbHON Mopdonorueii (BepeTeHOBUAHOKICTOYHOM, SMUTETHOUIHON, TIIEOMOP(HON), U
KOTOpast, Kak npasuiio, skcrpeccupyet 6enok KIT u cogepxut MyTaruo reHa, KOJUpyoIero
penentopuyto tTuposunkunaasy I Tuma (KIT wnin PDGFRA) [1].

3nokadectBeHHbIN noreHman [ MCO BapuabeneH B KaKAOM OTAEIBHOM CIydae M 3aBU-
CUT OT MHOXecTBa (akropoB, TeM He MeHee [ ICO onHO3HAYHO JOJIKHA TPAKTOBATHCS KaK
CapKoMa JKeJIyJJOYHO-KUIIEYHOTO TpakTa [2].

B 1983 rony Mazur u Clark Bnepssie npuznanun ['MCO yHUKaIbHON Pa3HOBUAHOCTbHIO
CTPOMAJIbHON OITyXOJIH, IPH 3TOM HEKOTOPBIE OIYXOJIM XKEIy[AKa, TUAarHOCTUPOBAHHBIE KaK
JeOMHOMBI WM JIEGHOMHUOCAPKOMBI, IIPH YJIBTPACTPYKTYPHOM HCCIIEI0BaHUHU O0JIee COOTBET-
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