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B npoaHanu3upoBaHHBIX HaMHU ciydasx cuHapoma Jlennu — Yoskepa Bcergja umena
MECTO YaCTHYHAas areHe3Msl 4epBsl MO3KEUKa U BO BCEX CIydasx HaOII0NaI0Ch €ro COYEeTaHUe
¢ apyrumu BIIP [THC, nu0o maHHBIA cHHAPOM OBLI MPOSBICHUEM MHOXECTBEHHBIX BPOXK-
JICHHBIX TIOPOKOB Pa3BUTHS U XPOMOCOMHBIX OoJie3Hel (Tabmuia 3).

Tabnuua 3 — Coueranue cunapoma Jlenau-Yonkepa ¢ BIIP u apyrumu cunapomamu

Crnyyaii Cungpowmsl u BITP MopdonormaecKie mposBICHHUS
1 BIIP ITHC ['unonnazust MO3KeUKa
2 BIIP ITHC AreHe3nsi MO30JIUCTOrO TeJa
3 BITIP IHC ApTepHno-BeHO3Has! aHTHOANCILIA3US COCYI0B MOKEUKA
4 BIIP L[HC AreHe3ust MO30JHCTOTO Tela, TUIOIUIa3Hs IIONYIIApHs MO3-
KeuKa, JIOKHasI mopaHnedanus
5 MBIIP JMXII
6 JAMXII, runomnna3ust rpyIHOM KJIETKH, IOCTAKCUANIbHAS U Mpe-
Cunpnpom Dnmca-Ban KpeBenbaa | akcucmanbHas MOMUAAKTHNNAS KHCTEH W CTON, YKOPOUYCHHE
JUIMHHBIX TPyOYaThIX KOCTEH KOHEUHOCTEM
7 JIMXII, nocrakcuanbHasi MOMUIAKTUINS KHWCTEH, MHOTOJ0Ib-
Cunppowm Ilaray o
YaTble MOYKHU, XEHJIOTHATOMATIATOCX U3
8 CHHAPOM TPHUILTONIUH JIMOKIT
9 CHHJIpOM TPUILIIOUTUN JIMXKII, JIMIIII, cuB1aKTUINsI KHCTEH
Buoigoowt

1. Pe3ynbTarhl aHamM3a mokaszajiu, 4To yactora cunjapoma Jenan — Yoiakepa cocTaBisi-
na ot 0,57 no 2,31 % cpenm Bcex ayrtorcuii u ot 5,6 10 19,1 % cpeau BITP ITHC ¢ npeobina-
JTAHHEM IIJI0JI0B KEHCKOTO T0JIA.

2. Bo Bcex ciyuasix Habmoganock coueranue cunapoma Jenan — Yomkepa ¢ IpyrumMu
BIIP ITHC, nmu6o on Bxoaun B kommiekcbl MBIIP win xpomocomMHOM aToI0THH.

3. B uccnenyemom matepuaie Bce cliydan HaOMIOACHUS OBLIM MPEICTaBICHbl HETIONIHbI-
MU opMaMUu CHHJIPOMA, XapaKTEPH30BABIINECS YJACTHYHOM aruTa3ueil uepBsi MO3KeUKa.
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pPaHHUX CTaAMAX ApoOIeHus 3urotsl [1]. AyTocomMHas TpUCOMMSI — 3TO BHJl T'€HETHYECKOI
NaTOJIOTUH, MTPU KOTOPOH B KJIETKaX MPUCYTCTBYIOT TPU TOMOJIOTUYHBIE XPOMOCOMBI BMECTO
nByx. Hanbosnee 4acThIMH ayTOCOMHBIMH TPUCOMMSAMHU SBISIOTCS 21-Tpucomus (CUHIPOM
JHayna), 18-tpucomust (cunapom Dnpapaca) u 13-tpucomus (cunapom Ilatay) [2]. YacTora
HOBOPOJKIECHHBIX C TpUCOMMEN 1o 21 xpomocome B eBponeickux ctpaHax B 1990-2009 rr.
coctapisiia 11.2 ciydaeB Ha 10 Thic. HOBOPOXKJIEHHBIX, 110 18 xpomocome — 1,04 cioyyaeB Ha
10 TteIC., MO 13 XpoMocome — 0,48 ciayuas Ha 10 ThIc. [3]. I[lockonbKy Ha CeroqHSIIHUNA 1eHb
HE cylecTBYeT A((EKTUBHBIX METO/I0B U3JICUEHUS TaKUX 3a00JIeBaHUM, KpaiiHe BaykHas POJIb
OTBOJUTCS IPEHATAIBHOM TMAarHOCTUKE JAHHOM MaTosIoruu [4].

Ilens

N3yunte Mopdosoruueckue OCOOCHHOCTH BpPOXKICHHBIX NOPOKOB pazsutus (BIIP)
BHYTPEHHUX OPraHOB IO JaHHBIM I1ATOJOTOAHATOMUYECKUX BCKPBITHH y a0OpPTUpPOBAHHBIX
w1008 ¢ cunapomamu [layna, Dnsapca u [laray.

Mamepuan u memoowl ucciedosanusn

MarepuanoM [UIsI U3ydeHHs] HOCITY XXMM HPOTOKOJIBI 799 maroiioroaHaTOMUYECKHUX
BCKPBITH II0/10B, @0OPTUPOBAHHBIX MO MEIUKO-TEHETUYECKUM MOKA3aHUsAM, CO CPOKOM Ie-
craruu ot 10 1o 22 Henenb, npoBeaeHHBIX B 20142018 rr. B ['Y3 «I'omesnsckoe o61acTHOE
KJIMHUYECKOE aTOJI0r0aHaTOMUUECKOoe O10po

Pes3ynomamul uccnedo8anus u ux 00cyrzHcoeHus

IIpu ananu3e NpOTOKOJIOB NMATOIOrOAHATOMHUYECKUX BCKPBITHIT 32 TaHHBIM Mepro] ObLIO
BbIsBIIEHO 127 ciydaeB cunapoma [layHa (Tabnuna 1).

Tabmuna 1 — Yacrora BIIP BHyTpeHHUX OpraHoB npu cunapome JlayHna

ToRaH3ams TOpoKa Yucio cayuaes (N = 127)
ao0c. %
MO3roBo# Yeper ¥ JIHIO0 119 93,7
CepaeuHo-COCYIMCTast CHCTEMA 77 60,6
KocTHO-MblIIeuHast cucreMa 41 32,3
MoueBas cuctema 8 6,3
JKenymouHO-KHIIIEYHBINA TPAKT 3 53
I{enTpasibHas HEPBHAS CUCTEMA 3 5,3
JlpIxaTenpHasi cucTeEMa 1 0,8

[Tpu cunapome Jlayna peHoTHIIMUECKHE U3MEHEHUSI B OCHOBHOM TPOSIBIISUTHCH JUCTIIIA-
3ueil ymHbIX pakoBuH (112 ciydaeB) u ymomenueMm npoduis numa (98 cmydaer). 13 BITP
CEPJICYHO-COCYAMCTON CUCTEMBI Yallle BBISBILIUCH JEPEKTHI MEXIKETYJOUYKOBOM TIEperopoi-
ku (JIMOXKIT) — 35 cnyuyaeB m mpeacepaHO-KenyJ0uKoBass KOMMYHHUKaIuss — 33 ciyyvast.
BIIP KOCTHO-MBIIIIEUHON CHUCTEMBI OBLIM IMPEACTABICHBI MOMEPEYHON JIMHUEH IaJoHu —
38 ciry4aeB ¥ KIIMHOMAKTHINCH MU3UHIICB KUCTCH.

Cunjipom DaBap/ica ObUT BBISIBICH Y TUIOAOB B 25 citydasx (Tabnuma 2).

Ta6mmia 2 — Yacrora BIIP BHyTpeHHHX OpraHoOB IIpH CHHApPOME DIBapjca

Uucyo ciyyaes (N = 25)

Jlokanuzanus ImopoKa

abc
Mo3roBo# yepen u JUIL0 19
CepaeyHo-cocyaucTas CHCTeMa 20 80
18
8
7
3
1

KocTHO-MBIIIIeUHAast cucTeMa
MoueBas cucteMa
JKenynouHO-KUIIEUHBIA TPAKT
IleHTpasbHAs HEPBHAS CHCTEMA
TlonoBas cucrema

DEHOTUITMYECKUE M3MEHEHUs NIPU CHUHAPOME DBapjca XapaKTepU30BAIMCh MUKPOI€HUEN
(17 cimy4aeB), HU3KO pacriojOKEHHbIMU U 1e()OPMUPOBAHHBIMU YIITHBIMU pakoBUHaMu (16 ciryya-
€B), xeiorHaronanatucxuzoM (4 cimydasi). 13 BIIP cepneuno-cocyauctoit cuctemMbl Hanbosee ya-
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cro BeisBIsUIMCH JIMXKIT — 16 ciyuae. BITP kocTHO-MBIIIEUHOM CHCTEMBI yaile ObLTH Mpes-

CTaBIICHBI (pJICKCOPHBIM IOJI0KeHNeM Kucteit (11 ciydaeB), KOPOTKHIMH M IMPOKUMU | TambIiaMu

cTotI (8 ciy4aeB) H JIy4eBOM KOCOPYKOCTBIO (3 ciydasi) ¥ KIIMHOAAKTUINEH MI3HUHIIEB KHCTEH.
Cunnpowm Ilatay Obu1 BeisiBIIeH B 15 cimydasx (Tabiuia 2).

Tabnuua 3 — Yacrora BIIP BHyTpeHHUX opranoB npu cunapome Ilaray

Jloxanuszanus nopoka Hneno cirydaes (n = 15)

aoc. %
Mo03roBo#i uepen u JIHIO0 10 66,6
CepaevHOo-COCYINCTas CHCTEMA 10 66,6
KocTHo-MEbIIIeuHas cucTeMa 9 60
MoueBas cucreMa 8 53,3
JKenymouHO-KHIIICUHBIH TPAKT 3 20
IleHTpasbHasi HEpPBHAsSI cCUCTEMA 4 26,7
[TonoBas cuctema 3 20

Buemnue usMenenus auna npu cunapome [latay xapaxtepr3oBanich HH3KO pacrloso-
KEHHBIMU U 1e(OPMUPOBAHHBIMH YITHBIMU paKOBUHAMHU (6 CilydyaeB) XeHIOrHATONAIATOCXU-
30M (6 ciy4aeB), THIIEPTEIOPU3MOM M MHKporeHued (mo 3 cmyuas). U3 BIIP cepuneuno-
cocynucToi cucteMbl vame 0but BoisiBieHb JJMIKIT — 7 ciyuaes. BIIP kocTHO-MbIIeuHO#M
CUCTEMbl ObUIM MPEACTABIICHBl PA3IMYHBIMU BapHaHTaM{ MOCTAKCUATbHOW MOJIUIAKTHINU
(8 ciyuaeB) u GurekCOpHBIM MOJOXKEHHEM KHCTeH (2 ciaydas). 13 BITP neHTpanbHOi HEPBHOM
CUCTEMbI OBLIH BBIABIICHBI JI0OapHas U anobapHas rononpossHiedanus — no 2 ciayyas. [lopo-
K1 MOYEBOM CHUCTEMbI HaOII0JAINCh B BUJIE MHOTO/I0JIbYATHIX 110YeK (6 CilydaeB) U HATMYUEM

MHUKPOKHCT B KOPKOBOM CJIO€ TIOUeK (2 cirydast).
Buvieoowt

st Bcex (popM XpOMOCOMHBIX OoJie3HEH OOIIMM MPU3HAKOM SIBIISETCS MHOXKECTBEH-
HocTh BIIP. ITaTonoroanaromuueckasi BepuQUKaIys AMarHO30B Yy TUI0JI0B, aDOPTUPOBAHHBIX
10 TEHETUYECKUM [MOKa3aHUSAM, SIBIISICTCsl HEOTHEMIIEMOM COCTABJIAIOLIEH IPEHATAIbHON qua-
raoctuku BIIP. Jluaraoctuka XpoMOCOMHBIX OoJjie3HEel, OCHOBaHHAs Ha MOP(OJIOTHUECKUX
METOJIaX MCCIIEZI0OBAHNUS, TIO3BOJIUT OoJiee IeJICHANIPABICHHO MPOBOJUTH aHAIN3 KapHOTHIIA
IIPY [TOJ03PEHUH Ha XPOMOCOMHYIO ITaTOJIOTMIO III0A.
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