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Mema: npoanarisyeamu cmpykmypy po0ACEeHUX AHOMALIT PO3GUMKY Y NPooneposanux 3 npusody BBC dimeil ma susnauumu
numomy eazy cunopomaivhux gpopm BBC.

Hayienmu i memoou. /locnioncysana epyna ckradanacs 3 618 (8% ) nayjienmis 3 excmpaxapiarvhumu GHOMATISMU PO3BUMKY,
aKum euxonana xipypziuna xopexuis BBC. 3a munom zenemuurnozo curnopomy 6110 sudiieno mpu pynii Xeopux: 3 XpOMOCOMHU-
mu cunopomamu (n=408; 66% ), 3 nexpomocomnumu cunopomamu (n=93; 15%) ma i3 cunopomom neduepenuiiiosanux mHo-
dcunnux epooddcenux 6ao possumxy (n=117; 19% ).

Pesynvmamu. Benuxi excmpaxapdianoui eadu possumxy manu 57% navienmis. Y zpyni 3 XpomocomMnumu cunopomamu 6y.io
diaznocmosano 19 eapianmie BBC, a naiibiiwiu nowupenumu nosacepyesumit AHoMaiisamu 6yiu 6aou CKeiemno-m 130601, ceuo-
6UOILIOT, OUXATLHOL cucmeMU ma 20710681020 MO3KY. [Tayicnmu 3 Hexpomocommumu cunopomamu (MOHOZEHHUMU MA 3 HEGIOOMUM
munom cnadkoemcmea) maau 15 sapianmie cepuesux 6ao, ceped sxux nepesajcanu cKiaoHi KoMOiHOBaHi aHomanii, Hatlbitvul
nowupena no3acepuesa 6PooIcena namoiozis — 6aou ceuosudinuioi cucmemu ma IIHC. Cmpyxmypa epodicenux 6ao y dimeil i3
CUHOPOMOM HEOUPEPEHUTTIOBANUX MHONCUNHUX BPOONCEHUX 6a0 PO3sumKy Oyaa npedcmasiena 14 eapianmamu cepyesux anoma-
aiil (3 sux 39% cmanosuiu cxraoni komobinosani eadu, a natinowupeniwor oyia mempada @arno — 20% ); UCOKUM NOPOZOM
CIuUZMAMU3AYIT Ma WUpoKUM CReKmpom ckiaonux nosacepyesux 6ad y 80% eunadxis.

Bucnoexu. Ioxiopzanna namonozis y dimeii 3 BBC ma excmpaxapoiaivhumu aHomMarisami po3sumyy 3yMoeioe HeoOxionicmo
KOMNAEKCHO20 Ni0X00Y Npu nocmanosyi 0iaznosy i 6UMazac 3acmocy8anis CReUUQHUX i GUCOKOMEXHOIOZIUHUX Memodie J0Ci-
OdHCEHHS, @ MAKONC 3ATYUCHISL BYSLKUX MEOUUHUX (Paxisyis (zenemuxis, padionozie ma in.). Ypaxysanus ycix anamomo-gisiono-
2iuHUX 0cOOIUBOCMEl eKCMPAKAPOIAILHUX 840 € BANCIUBOI NEPeOyMOB0I0 edhekmueHozo Xipypziunozo nikyeanns BBC y yux

nayienmis, w0 00360J5€ CNPOZHOIYBAMU, NONEPEOUMU MA SMEHUWUNU YACMOMY YCKAAOHEeHb Y NICASONePAUilinoMy nepiodi.
Kntouogi cnosa: excmpaxapdianvii anomanii po3eumxy, 6pooicena 6aoa cepus, 2eHemuui CuHopoMiL.

Beryn

3F€H€TI/I‘1HI/IMI/I npobJieMaMy Y BUTJISII] BPOIKEHUX Bajl
PO3BUTKY, BKJIIOYAIOYM XPOMOCOMHI HOPYIIEHHH,
MIATOJIOTII0 €IMHOTO TeHa, MHOKWHHI aHomamii i medextn
MeTabosiamy, HapoKyeTbest 3% aiteit [3,9]. Ia narosoris €
OCHOBHOIO TIPUYUHOI0 eMOPiOHAIbHOI, (heTaIbHOl i AUTAYO]
CMEPTHOCTI, & TAKOXK JIUTAYO0] 3aXBOPIOBAHOCTI B PO3BUHEHIX
kpainax. Haityacrimme xitnm maoth cepiio3ni (isuuni i MeH-
TaJbHI TTOPYIIEHHs, SKi BU3HAYAIOTh SIKICTh JKUTTSI XBOPUX i
iXHiX ciMeil, 3yMOBJIOIOTH TIPOGJIEMH i3 COIIaIbHOIO ajarTa-
I€I0, & TAKOXK IOTPeOYIOTh TPUBAJIOTO i BUCOKOBAPTICHOTO
MeauuHOro obcayroByBatHs [4—6]. Haitnommpeninmmu
BPO/UKEHNMI aHOMAJISIMU Y JIiTell € BPOJKEeHI Bagyl CepIist
(BBC), sixi 3yctpivaiorbest 3 gactotoo 5—10 Bumaakis na
1000 nemomiisT, 1m0 Hapoauiucst kusumu [1,5,6]. BBC y
MOEHAHHI 3 MaJIUMM €KCTpakapAiaJlbHUMHU aHOMalisiMU
po3BuTKy (Tpu i Gisbiie cturm gisemOpioreHesy) Ta/abo y
MOE/IHAHHI 3 BPOJUKEHUMHM Ba/[aMM PO3BUTKY B iHIIUX CHCTE-
Max oprauis (popmyiots cunapomasbii popmu BBC. 3a nanu-
MU iHO3eMHOI JIiTepaTypH, acoIliifoBaHi 3 eKCTpaKapIialbHUMN
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AQHOMaJIiSIMU PO3BUTKY CHH/[POMAJIbHI BaJI1 CEPILst CTAHOBJISATD
25-30% Bin Bciei kimbrocri miteir i3 BBC [2—-4,6,8].

Mema poboTu — poaHAi3yBaTH CTPYKTYPY BPOMLKEHUX
aHoMaJIiil PO3BUTKY Y IpootiepoBanux 3 npusoay BBC xiteit
Ta BU3HAYUTHU TUTOMY Bary cuHapoManabanx ¢dopm BBC.

Marepiaj i METOIH JOCi/I;KEHHS

3 ciung 2008 p. o rpynens 2012 pp. 8 1Y HIIMII/IKK
xipypriune sikyBauass BBC mposeneno 7769 mitsm. locoi-
[DKyBaHa Tpyma ckiaaganacs 3 618 (8%) marieHTiB 3 ekcTpa-
Kap/liaJbHUMHU aHOMAJigIMKU PO3BUTKY, SKUM BUKOHAHA
xipypriuna kopekitis BBC 3a Bkazanuii nepio.

Ha momenT onepartii BikoBa MejiiaHa TMaIi€HTIiB T0CIKY-
BaHOI rpynu cranouiia 7 micsnis (Bix 0,03 1o 219 micsiis),
nepeBaxkHa OuibiiicTh natienTis (59%) Oyoiu y Biui Big 1 10 12
micsiiiB. Meniana Baru ckiana 6 kr (Big 1,7 o 65 xr). arien-
TiB Y0J10BiuOi cTaTi Oys10 352 (57%), xinouoi — 266 (43%).

YciM namieHTamM Ha PI3HMX eTanax TOCHITAIBHOTO Mepiory
[POBOJIUJIUCS 3arajlbHOKJIIHIYHI, (hizuKaibHi, nabopaTopHi,
incTpymenTasibhi gociipkenns. Crieriaibui MeTOAU TOCJi-
JUKEHHS eKCTPaKapiaTbHUX aHOMATii BKIIIOYAJN JIIarHOCTHKY

ISSN 1992-5913 Cospemennas neguatpus 7(55)/2013



JIUeMOpMIYHIX 0COOJIMBOCTEN, YJIBTPA3BYKOBE OOCTEKEHHS
TOJIOBHOTO MO3KY i BHYTPIIIHIX OpPTaHiB, pa/lioJOTIiYHI MeTOIn
JIOCJTI/IZKEHHST TOJIOBHOTO MO3KY 1 BHYTPIIITHIX OPraHiB, MEINKO-
reHeTUYHEe KOHCYJIbTYBAaHHS Ta MOJIEKYJISPHO-TEHETUYHI METO/IN
JocstipKeHHs. Meimko-TeHeTHYHe KOHCYJIbTYBAHHS TIPOBO/IU-
JIOCST Ha Pi3HUX TOCTITAIBHIX eTarax yCiM i TsIM JOCTI Ky BaHOi
rpynu i wieHaMm ixHix poauH. BoHo suiiicHioBasiocst Ha Gasi
Menuko-reHeTnaHoro 1eHTpY HartionanbHOI criertiamizoBaHoi
mutsyoi gikapai «OXMAT/IUT> MOJ3 Ykpaiuu ta crartionap-
nux mizgposmisie HIIMI/JIKK 3 BukoprcTantsM cuHIpoMab-
HOTO TI/IXO/LY Y KOXKHOMY KOHKpeTHOMY Bumajgky BBC. 3a mo-
Ka3aHHSAMU, SKi BU3HAYAINCS JIiKapeM-TeHeTUKOM, TalliEeHTaM
BUKOHYBAJIM IIUTOTCHETUYHE JIOC/I/PKEHHS, Y T.4. 3 BUKOPUCTAH-
HSIM MOJIeKyJIsIpHO-TnTOTeHeTraHoro Metory (FISH).

Jlnst crarucTuaHoi 00POOKU aHuX y poOOTI BUKOPHCTO-
BYBQJIMCSI HellapaMeTpUuYHI MeTO/AM OIIHKU BifIMiHHOCTEN
Mik Bubipkamu, npeacTabiaeni B makeri SPSS Statistics 14.0.

PesyabTaTi JOCITIZKEHHS Ta iX 0OTOBOPEHHS

3a THUIIOM TEHEeTUYHOrO CHHJPOMY CIIOCTEpesKyBaHi
narmieHTn 6y/i po3noAieHi Ha TPU TPYIIH.

[lo niepmoi rpymu ysiiiim 408 (66%) miteit 3 xpomocom-
HUMU cuHapoMamiu. JIpyry rpyty ckiaanu 93 (15%) xBopux 3
HEXPOMOCOMHUMHU CHUHJpOMaMu. TpeTs Tpyla BKJIOYaIa
117 (19%) namienti 3 cunapoMoM HeaudepenIiiioBannx
MHOKHHHUX BPO/UKEHUX BaJl PO3BUTKY. OKpiM IpUTaMaHnHUX
KOJKHOMY CHHAPOMY (DeHOTHTIOBUX O3HAK, 57% MAIE€HTIB
MaJIu BeJIMKI eKcTpakap/iaibHi Bal PO3BUTKY.

[ManienTu 3 xpomocomuoio maroJiorieio (66%) ckianin
HalOLIbIY TPYIy CIOCTEPEKEHHS Ta OyJM MpecTaBieHi
cunppomamu: Hayna 79% (322), mikpozenenii 22q11.2 —
11% (44), mikponenerii 7q23 — 5% (21), lleperreBchkoro —
2,8% (11), Knsiindensrepa — 1% (4), tpucomii 18 xpomocom —
0,4% (2), monocomii 11 xpomocomn — 0,2% (1), MoHOCOMI]
22 xpomocomn — 0,2% (1), morocomii 21 xpomocomu — 0,2%
(1), tpucomii 3 xpomocomu — 0,2% (1).

¥ manientiB i3 cungpomom Jlayna miarHoctyBasiuch pi3Hi
BU/IN TIPOCTHX i CKJIAHUX aHOMATIH CepIit: aTPiOBEeHTPUKY-
sgpra komyHikaris — 173 (53%), medekt MiKIITYHOUKOBOI
nieperoporu — 80 (25%), rerpaga Danno — 28 (9%), nojsiii-
He BiZIXOJIKEHHS MariCTPAIbHUX CY/INH Bi/l ITPABOTO MLTYHOYKA —
15 (4,7%), nedexr Mizknepencepanoi meperopoakn — 6 (2%),
BiskpuTa aptepianbia mpotoka — 16 (5%), aTpesist mereHeBoi
aprepii — 3 (1%), eaunmii nurynouok cepist — 1 (0,3%).

ExcrpakapiasibHy 1arosioriio 6yJio aiarHoctoBato y 22%
(n=70) mireii i3 cunapomom Jlayna. Anomautii cyiuH 3ycTpivya-
mca B 11 (16%) Bumazgkax i BKovaan aGepanTHi M KTIOYnY-
Hi aprepii Ta reMaHriomy mnediHku. AHOMaJi CEYOBUIIBHOI
cuctemu (CBC) BusiBsieni y 12 (17%) miteil i BkJovain
BUTIAJIKU areHesiii HUPKU Ta ypeTporizpoHedposy. AHomatii
MXaJTbHOI cucTeMn Oymo miarHoctoBano Takox B 11 (16%)
CTIOCTEPEKEHHSAX — OYJIH JIETeHb, I0/IATKOBY YaCTKY HEIapHOI
BEHH, TpaxeajbHi OPOHXM Ta CTEHO3W Tpaxei. AHOMasl 1eH-
tpasibHoi HepBoBoi cuctemu (ITHC) 3ycrpivamics y 6 (9%)
miteil i Gysnu mpencrasieni aHomamismu Jlenai—Bokepa ta
riziporiedasisimu. Bazty 1IIyHKOBO-KUIIKOBOTO TPAKTY (JMBEP-
TUKYJ Mekkest) Oysio [iarHOCTOBAaHO B OJHOMY BUIIA/IKY.
VY 27 (39%) criocrepeskeHHsIX Oysiu BUSIBJIEHI Bal CKEJETHO-
M'SI30BOI CHCTEMU: BOPOHKOTO/IIOHA IPy/IHa KIITKA, TTAXBUHHO-
MOLIOHKOBI KIJIM, IYTIKOBI Ta G101 JIiHIT KMBOTA KUK, AHOMA-
Jiii ouedt 3ycrpivascs B 9 BUIAIKaX i BKIIOYAIN KOCOOKICTh Ta
KarapakTy. 13 ycix ziteit 3 cuaapomom /layna Ta ekcrpakapi-
ATTBHOIO TIATOJIOTIEIO TIEeCTepPO MaJM I03aceprieBi aHOMasii B
JIBOX CHCTeMaX OPTraHiB, a OINH HAlli€EHT — Y TPhOX CUCTEMax.

Cepen BBC y 44 nariienTiB i3 cunapoMoM Mikpo/eertii
22q11.2 6y miarHOCTOBaHi: TOABIiHe BiAXOIKEHHS Mari-
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CTPAJIBHUX CYMH Bij mpaBoro murynouka — 13,8% (5), mepe-
puB xyru aoptu — 3,4% (2), aTpesis JereHeBoi aprepii 3
nmeekToM MIKIIIYHOUKOBOI Teperopoakn — 24,1% (14),
rerpaga Dammo — 27,5% (11), saranpHuii aprepiajbHU
croBOyp — 20,6% (7), medeKT MiKIILITYHOUKOBOI IIEPETOPOAKU
3 KoapKTaliieo aoptu — 3,4% (2), TpboxIiepe/icep/iHe cepiie —
3,4% (2), remitpynkyc — 3,4% (2). I3 44 pnireit i3 cunzpomom
mikpozmeserii 22q11.2 57% (n=25) manu aHoMasii PO3BUTKY
JKUTTEBO BakauBUX opraHiB i cucreM. Tak, Bagu I[THC
(rizporiedaitii Ta MO3KOBI reTepoTHIIiT) GyJI0 IarHOCTOBAHO Y
7 (28%) Bunaznkax. Anomamii possurky CBC BusiBuiun y 10
(40%) nanienTis (areHesis HUPOK, IiAKOBOIOAIOHA HUPKA,
MOJIIKICTO3 HUPKH, KPUIITOPXi3M). AHOMAJii PO3BUTKY CKe-
JIETHO-M'5130B0i cucTeMu (PO3MIEIIEHHS M'SKOTO Ta TBEP/I0TO
nigHe6iH S, NaxoBi Kum 1 kuuu 6isoi JiHil KuBoTa) crocre-
piramucst y 8 (31%) miteit. ¥ 6 (24%) martientis criocrepiraim
KOMIIJIEKC aHOMaJIiii PO3BUTKY B JIEKIJIBKOX CHCTEMax opra-
HiB, TOMY iX 3arajbHa KiJIbKiCTh 3HAYHO TIEPEBUTILYE KiTbKiCTh
MMaIli€HTIB.

Y 21 narmienra i3 cungpomom BinbsiMca piarHoctoBami
taki BBC: koapkrarist aoptit — 2 (10%), Koapkrartist a0pTH 3i
cTeH030M JiereHeBoi aprepii — 1 (5%), cTeno3 JiereneBoi apre-
pii — 3 (15%), crenos aoptu — 2 (10%), naaxiamannmii cre-
Ho3 aoptu — 13 (62%). Besmiki excrpakap/ianbHi aHOMaIii
Gyuiu BusiBJieHi y 6 (29%) naiienTis, BOHU BKJIIOYAIU areHe-
3ito Hupku B 4 (19%) BuUnajskax; cTeHo3 Tpaxei, KOCOOKICTB,
MAXOBY KHJIy — I10 OJIHOMY BUNA/IKY, 3 HUX Y OJIHI€T IUTUHN
JIIarHOCTOBAHO AaHOMAJIIl Y JIBOX CHCTeMaX OpTaHiB.

Bpomxeni Bagu cepust y 11 marientiB i3 cunapoMom
[IleperneBcbkoro OysiM IPEACTABIEH] MEPEBAKHO KOAPKTa-
miero aoptu — B 8 (7%) cnocrepexkennsx. Jedext mixkiry-
HOYKOBOI TIEPETOPOJIKH 3 KOAPKTAII€I0 A0PTH Ta Je(DEeKT MixK-
HIJIYHOUKOBOI Tieperopoaku sussieHi y 1 (9%) ta 7 (63%)
BUIAKAX BiAnoBiano. Excrpakapaianbii Bagu po3BuTKy 3 11
CWHIPOMHUX TMAIi€HTIB OyJO [iarHOCTOBAHO B OJHOMY
BuraAKy (IiJIMHA TBEPAOTO MiAHEOIHHS).

Mu criocTepirajiu 4OTUPU AUTUHU YOJOBIUOI CTATI i3 CUH-
npomoM Kurstitrdensrepa. BBC 6yimm ipeacraBieni y ogHoOro
marfienTa ieeKTOM MiXKIITYHOUKOBOI TTePETOPOIIKH, Y TPHOX —
BIZIKPUTOIO apTepiabHOIO MPOTOKOI. EkcTpakapaiarbHa
MaToJIOTiA IarHOCTOBAHA y BUIVISAI TOJIKICTO3Y HUPOK Yy
JIBOX BUIIQ/IKaX i KOCOOKOCTI — B OJTHOMY.

I3 cungpomom EnBapzca crmoctepirasocs 1Bi fiBUNHKH.
Y ojHi€l mali€eHTKU AiarHOCTOBAHO MOBINIHE BIIXO/KEHHS
MaricTpaJibHUX CyJUH BiJl 1PaBOro HIIYHOYKA, y JAPYrol —
nedeKT MiKILTYHOYKOBOI Teperopoaku. [lozaceprieBa maro-
Jorisg Oysia TIpecTaBieHa IIOJNIKICTO30M HHMPOK Y OfHIEl
TAIIEHTKY, a Y /IPYTOi XBOPOI eKcTpaKapiialbHa MaTOJIOTisa
Oysia BUsIBJIEHA IIijl yac ayTONCii i BKIIOYaia roJonpo3eHIie-
dautito 1060B0i 101, MAKOBOMOAIOHY HUPKY, MHOKIHHI CTe-
HO31 TOHKOTO KUIIIKiBHUKA.

Jlo Tpymu NMAIi€HTIB i3 CUHAPOMaMU KiIbKICHUX miepedy-
JIOB COMAaTUIHUX XPOMOCOM (N=4) BBIUILIN iTU 3 HACTYITHH-
MU cuHapomMamu: Monocowmii 11 xpomocomu, MoHOCOMii
22 xpomocoMu, MoHOcoMii 21 Xxpomocomu Ta Tprcomii 3 Xpo-
mocomu. BBC Oynu nipescrasieHi y HUX HedEKTOM Mik-
HIJIYHOYKOBOI NEPETOPOJIKM — B JIBOX BUIA/KAX, 3aTaJbHUM
aprepiayibHUM CTOBOYPOM — B OJIHOMY, CTEHO30M JIET€HEBOI
aprepii — B ogHoMYy. [lamienTn He masn 3aragbHUX (DEHOTHUTIO-
BUX 0cOG/MBOCTEN. MU 3al1iI03p1/I TeHETUUHY [ATOJIOTII0 Yy
HUX Ha T/ICTaBl BUPAKEHOTO AUCMOP(}i3My Ta HATBHOCTI MHO-
JKUHHUX eKCTpaKapIiaTbHUX aHOMAJiil PO3BUTKY, sKi BKJIIO-
yay: Mikporiedadtiio, musentiedantio, anomadmio /lenai—Bo-
Kepa, foJiixoredarito, MiKpopTamIbMiio, KaTapakTy, MJIHHY
TBepaoro mianebinus, cungaktuaio I1-I11 manbuis Ta mosi-
JAKTUJIIIO CTOTI, ABOOTYHUI KPUIITOPXi3M Ta MiKPOTIEHiC.
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Takum yuHOM, y TPYIIi TAIIEHTIB 3 XPOMOCOMHUMU CUH-
apomamu 0yiio giarHocrosano 19 apiantis BBC, cepen sikux
O/IHO3HAYHA IlepeBara Hajiexaja CernTaJbHUM Ta KOHOTPYH-
KaJIbHUUM JieekTaM. AHaIi3yI0un 1103acepleBy BPOKEHY
NaToJIOTIIO y JIiTell 3 XPOMOCOMHMMHU CHHIPOMAMM, MOKHA
3a3HAYMTH, 10 HAHOIIbII HOoMMpeHME O/ aHOMaJIii CKe-
JIETHO-M 'SI30BOI, CEYOBU/IIJIbHOI, INXaJIbHOI CUCTEM Ta TOJIOB-
HOTO MO3KY.

I'pyna narienTis 3 pisHUMKU HEXPOMOCOMHIMU CHHIPOMA-
MU (3 MOHOTEHHUMHU Ta HEBIIOMHM THIIOM CIAaKOEMCTBA)
ckJasianacs 3 93 gireit. Y naiieHTis 3 HEXPOMOCOMHUMU aHO-
MaJstisiMU HalyacTille AiarHoCTyBaJI CUHPOMU IeTepOTaKcii —
19 (20%), Xomra—Opama — 17 (18%), Hymama —
16 (17%), Tompnenxapa — 11 (11%), a Takox cuHApPOMHU
IT'epa—Pobena — 8 (7%) Ta 110 YOTUPHU BUIIALKK CUHPOMIB
Kopuenii ge Jlanre (4%), Cwmita—Jlemuni—Omnina (4%),
Kuinmessi—Deiisst (4%). Takosk 6yJ10 AiarHocTOBaHO 10 TpU
Bunajsikn VACTER- ta ogun Bunagok CHARGE-acomiarniit —
(3% Tta 1% BiAMOBIAHO) i TMOOAMHOKI BUIAIKUA CHHIPOMIB
Maprina—bBeuna, [Ipyne—bBesna, Cekkens, Aniepra, Aapcbko-
ro, Cerpe—Yorsena — 6%.

Cepen 19 mamientis 3 BBC i cungpomom rereporakcii
GyJ10 giarnocroBaHo mepeBakno (n=14; 73%) miBuii i3ome-
pusM. [IpaBuii isomepusm (cunapom IBemapka) 6yJio BusiBJie-
HO ¥y 5 (27%) Bunankax. Ekcrpakap/iaibHy maTosioriio 6yio
piarnocroBano y 7 (36%) naifieHtis: GPOHXOJEICHEBY [IHC-
143110 3 TpaxeaJbHUMU OPOHXaMU — Y YOTUPbOX JiTel, apTe-
pioBeHO3HI MasbdopMallii roJIOBHOTO MO3KY, CKOJO3 Ta
KOCOOKICTb — SIK MOHOTIPOSIBU Yy IOOIMHOKUX BUITAIKAX.
Y crpykrypi BBC y mamienTiB i3 cuHApPOMOM TeTepoTaKxcii
JliarHOCTYBaIN KOMOIHAIII0 PI3HUX BU/IB CKIAJHUX aHOMa-
Jiitl: arpioBeHTpUKYApHA KoMy HiKatist — 1 (5,4%), aTpioBeH-
TPUKYJISIPHA KOMYHIKaIlisl 3 Koapkrarieio aoptu — 2 (11%),
MO/[BiiTHE BiIXOKEHHSI MariCTPaJbHUX CYAWH BiJl MPaBOTO
myHouka — 7 (36%), TmoBiiiHe BiIXOMKEHHST MaTiCTpash-
HUX CY/IMH Bijl IPABOTO IITYHOYKA 3 YACTKOBUM aHOMAJIbHUM
npenaxem — 2 (11%), equuuii MUIyHOYOK 3 aTpesicio Jerene-
BOi aprepii — 5 (26%), EMMHUIT MIYHOYOK CEPILS 3 TOTATBHIM
AHOMAJTbHUM JIpeHaskeM JiereneBux BeH — 1 (5,3%), Tpamcto-
3UIis1 MATUCTPAIIBHUX CYJIUH 3 Je(heKTOM MiXKILIyHOUKOBOI
MEPETOPOJIKU Ta aTpesieio jiereneBoi aprepii — 1 (5,3%).

V 17 nireii 3 cungpomom Xonra—Opama BBC Gy nipes-
cTraByieHi aedeKTOM MiXKIepeacepaHol TePeropojgKn —
8 (47%); woapkramieto aoptu — 1 (6%); moasiiiHuM Bij-
XOIUKEHHIM MaTiCTPAIbHUX CYAUH Bi/l IPABOTO MIIYHOUKA —
3 (17%); BinkpuTolo apTepianbHoIio ipoTokoio — 1 (6%); emn-
HUM TLIyHOUKOM cepuss — 1 (6%); terpapoto Damino —
1 (6%); nedbexToM MIKIIIYHOUKOBOI MEPETOPOAKU —
2 (12%). Ekcrpakapmiaibha natoJiorist OyJa jiarHocToBaHa
y 5 (29%) maiieHTiB, sKi Masn areHe3ilo HUPKH. Y OnHi€i
IUTUHN BUSBUJIN T03aceplieBi aHOMAJil B BOX CHCTeMax
OpraHiB — I1aXOBY i IIyIIKOBY KUJIM Ta areHes3ilo HUPKU.

3 16 zireii i3 cunapomom Hynana BBC 6yu npezncrasiie-
Hi cTeHO30M JiereneBoi aprepii y 9 (56%) narienTis, arpio-
BEHTPUKYJSIPHOIO KomyHikaiielo — y 2 (13%), nedexramn
MIKIIIYHOUKOBOI Treperopoakun — y 5 (31%). TTosacepriesi
Baju po3BUTKY OyJi0 BusiBiero y 3 (19%) naiientis. Y onmi-
€i nutuar 6yJI0 [iarHOCTOBaHO JABOOIYHY ITi€s0eKTasiio i B
OJIHIET IUTUHU — aHOMAaJIii KiCTOK BEPXHiX KiHITIBOK. TpeTiit
MAI[iEHT MaB T03acepIieBi aHOMAIl PO3BUTKY B /[BOX CHCTe-
Max OpramiB — areHesilo HUPKM Ta CyAUHHI MajbhopMarrii
TOJIOBHOTO MO3KY.

Cepen BBC y 8 mamienTis i3 cungpomom IT'epa—Pobena
cerrrasibHi gedextn ckmam 50%, rerpaga Dajno i koapkTa-
ist aoptu — 1o 2 (25%) Bunajiku. [[BobOiuHa 1maxoBa KuJia,
IiMHa M'SIKOro MiAHeGIH S Ta IiIMHA M'SIKOTO 1 TBEpAoro
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niguebinns y 3 (37%) BUlajKax CKJIAIU CYIyTHI aHoMaJii
PO3BUTKY y IIUX XBOPHX.

¥ Bcix mitett i3 cungapom Cmita—Jlemsti—Ormina BustBieHi
aHOMaJtii PO3BUTKY B KiJIbKOX CHCTEMaX OpraHiB: Mikpoiieda-
gist, aHomadnisi [lenni—Bokepa, arenesigs MO30JUCTOTO TiJja,
rizporiedatis, CTEHO3 CEYOBO/IiB, TAX0BA KU, KPUTITOPXi3M,
MiKpoIIeHic, 1BOGIUHA TaXBUHHO-MOIIOHKOBA KMJIa, TiloCIIa-
Hist. Y BCixX matieHTiB 0yJi0 AiarHoCcToBaHO AeeKT MIKIILIY-
HOUYKOBOI 11€Peropo/IKH.

3 4JoTupbox marienTiB i3 cungpom Kopuemnii me Jlanre
eKCTpaKap/iaJbHy MATOJOTII0 OysI0 MiarHOCTOBAHO y JBOX
miteil. Y nepuioMy BUIaAKy BoHa OyJia mpejcTaBjeHa I1ax-
BUHHO-MOIIOHKOBOIO KHUJIOIO. Y JPYrOMy — BPOJIKEHOIO
naroJiorieio ciTkiBku. BBC y martientis i3 cungpomom Kopre-
aii ge Jlanre Oysu npejcTaBieHi NOABIHUM BiIXOMKEHHAM
MaricTpaJIbHUX CyAWH Bifi mpaBoro muryHouka y 2 (50%)
Bunanakax, terpagoo Pammo — B 1 (25%), nedbexrom Mix-
IIJIYHOUKOBOI rieperopoaku — B 1 (25%).

[lo rpynu martienTis 3 BBC Ta mamonommpennmu Hexpo-
MocomHuMH cunapomamu (Maprina—bema, IIpyne—bemnna,
Cekkesst, Anepra, Aapcbkoro, Cerpe—Yor3ena) ysiftimam
mectepo miteit. Excrpakapaianbiy matosoriio 6yJo giarHoc-
TOBAHO Y IT'AATH TAIIIEHTIB, BOHA BKJIIOYAJIa 110 OZIHOMY BUIIaJI-
KY JIMCTOTIi HUPKH, TIOBOEHOI HUPKU, TEMAHTIOMH CTaTeBUX
OpraiB, ABOGIYHOrO KPUNITOPXi3My, KaTtapakTH, AedopMarii
KIiCTOK Yepera 3 aCUMeTPi€Io TOJIOBHOTO MO3KY. 3 yCi€l rpynu
JIBOE TIAIIIEHTIB MaJIN TI03acepIeBi aHOMaJIii PO3BUTKY B IBOX
cucTeMax oprasis. Bpopkeri Baju cepiist OyJiu IpecTaBieHi
nedeKToM MiXKIepeacepaHol meperopoiku, neeKToM Mix-
IIUTYHOYKOBOI TIEPETOPO/IKU, CTEHO30M JIeTeHeBOi apTepii,
aTpesi€io JeTeHeBOi apTepii Ta /iBOMa BUIAKAMU aTPiOBEH-
TPHUKYJISIPHOI KOMYHIKaIIii.

Cunnpom Tonbpenxapa Oysio Beranosieno y 11 miteii.
Cepen BBC y Hux 6yJ10 [iarHOCTOBAHO Psi/l MPOCTHUX i CKJIa/-
HUX aHOMAJIi: KoapKTaiist aopti — y 3 (27%), moBiitHe Bif-
XOJIZKEHHSI MariCTpaJibHUX CYJIUH Bijl TPaBOTO NIJIYHOYKA —
v 3 (27%), rerpaga Danno —y 1 (9,5%), nedext MisKILTyHOU-
KOBOI T1eperoposiku — y 3 (27%), BpojisKeHa ITyXJIUHA TPABO-
ro epezncepast — y 1 (9,5%). Excrpakapaiasnbri Bajgu, Taki sik
areHesist HUPKHU, OYJI0 iarHOCTOBAHO B OJJHOMY BUIIA/IKY, abe-
paHTHA MiJIKIIOYNYHA apTepid — B OHOMY, CTEHO3 Tpaxel —
Y JIBOX BUIIQJIKaX.

Mu crioctepiranay YOTUPBOX iTel i3 CHHAPOMaMU aCOTi-
alliil npupoKeHnX Ba po3BuUTKY. [laTosoris Oyia npeacras-
sena B Tppox Bumajakax VACTER-acoriatieio, B ogHoMy —
CHARGE-cunapomom. Cepes excTpakap/iaTbHIX aHOMATI T
BUSIBJICHO aTPe3ilo aHycy — y TPbOX BUIIA/IKAX, aTPE3iI0 X0aH —
B OJIHOMY, MiIKOBOIOAIOHY HUPKY — B OZHOMY. 3 IIPUBOLY
aTpesii aHycy Ta xoaH JiTh OyJu IIpoorepoBami y mnepioxi
Hosonapokerocti. BBC Gy ipeacrasieni geekTom Mix-
IIJTYHOYKOBOI IEPETOPOJIKHU Y IBOX JIiTeil Ta TeTpajioio Masio —
TaKOX Y JIBOX.

Y 4oTupbox narieHris, mpoorepoBanux 3 npusoay BBC,
miarnocroBano cungpom Koinmesns—®eiins 3 Takumu 1mosa-
cepleBUMHE BaJaMu: KuenoaiOna rpyata kiaitka 111 crynens
3 aHOMAJIEI PO3BUTKY pebep Ta TYTOBYXICTIO B OIHOMY
BUIIAJIKY, aHOMaJIil PO3BUTKY pelep 1 muitHoro Biyminy xpeb-
Ta Ta MOABOEHA HUPKa — y Tpbox. BBC Gyan npencrasieni
TPbOMA BUIIAJKAMU /Ie(hEKTY MIKIIIYHOYKOBOI 11EPETOPOJKN
Ta OJIHUM — TPAHCIIO3UIII] MAriCTPATbHUX CY/IUH 3 eheKTOM
MIKIILTYHOYKOBOI ITEPETOPOIKH.

Takum yuHOM, y TPyIi TMAIiEHTIB 3 HEXPOMOCOMHUMU
cuHApoMaMu OYJI0 JiarHocToBaHo 15 BapiaHTiB cepleBHX Baj,
cepe IKMX MepeBasKkaan CKaagHi KoMmOiHoBaHi aHoMatii. AHa-
JI3YIOYHM T103acepIieBy BPOJUKEHY IAaTOJOrio y NMX JiTel,
MOJKHA 3a3HAYUTH, 1[0 BOHA IPE/CTABJICHA ITMPOKUM CIICK-
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TPOM aHOMAJIiH y PIBHUX CHUCTEMax OpraHi3My, HaibiibII
MIOTMPeHi 3 HUX — Baau cedoBuBigHOI cuctemu Ta [[HC.
Jlitn i3 cuHAPOM reTepoTakcii He MaJIM 3araJbHUX 30BHINTHIX
crenudivHnx gucMopdiuHux ocobauBocTei. JliarHocTrka
1i€i marosorii crasa MoxkyuBoio 3 2007 p. 3aBAsSKYM TPOBEIEH-
o B HIIMIJ/IKK KT- ta MPT-nocrimkens, ki € Bkpai
HeoOXigHuMu Juist Bepuikaliii giarnosy.

Oj1Ha 3 BEJIMKUX TPYII CHOCTEPEKEHHs OyJIa [IpejiCTaBlIeHa
MiTHbMU i3 cuHapoMoM Heaudepentiiioannx MBBP — 117
umazkis. [lamienTn 1iei rpynu MaioTh HequdepeHItiitoBanuit
FeHeTUYHUN CHH/POM, TOMY JITH MPOJIOBKYIOTh CHOCTEpira-
Thcd sikapeM—renerukom. IlizcraBoio s obcTeskeHHsA 3
METOIO JIarHOCTUKY FeHETUYHOTO CUHAPOMY OyJia HASIBHICTD Yy
BCIX MAIi€HTiB BUCOKOTO MOpory crurMarusaiti, a 94 (80%)
JUTEN Masin eKCTpaKap/iiaabHi aHoMastii po3BUTKY. Bouu B 42
(45%) BUMaZKax BKJIOYAIN BAIW PO3BUTKY CEYOBUBIIHOI
CHCTEMHU, SIKI CKJIA/IAJINCS 3 areHe3iil HUPKH, ITIKOBOMOAIOHIX
HUPOK, TiMTOTIIa31# HIPOK, YPOTEHITAIbHOTO CUHYCY, TEMaHTi0-
MU Ce40BOTO MiXypa. Bajin po3BUTKY IMXaJIbHOI CUCTEMHU CII0-
crepiraiiv B JBOX BUIIaJKax (TpaxeajbHuii GPOHX Ta CTEHO3
Tpaxei). Bamu po3BUTKY KiCTKOBO-M'sI30BOi CUCTEMU 3ape-
ectpoBani y 32 (34%) Bunaaxax. [{o HUX HaJIeKaIU: BOPOHKO-
noiOHa rpyiHa KJITKA, MIIJIMHA M'SIKOTO IiAHeOIHHSI, HIiJInHA
M'SIKOTO 1 TBEPAOTo migHeOiHHs, miinHa migHeOiHHs i ryou,
CKOJII03H, KyIIPUKOBA TEPATOMA, KJIMHO- Ta METEJIUKONOMIOH]
xpebiti, anoMasrii masbiliB (MOTIMaKTUIIIS, aTiasis, MOABOCH-
HsT), BaJbrycHa aedopMariisi CToI, MaxoBi i MyNKOBI KUJIH.
Banu possutky oueit BusBieni y 10 (11%) miteit: mixpo-
drasbM, KaTapakTa, K0J000Ma Ta KOCOOKICTb. Baju po3BuTKy
HIKT cnocrepiranucst y 5 (5%) HamienTiB i3 CHHIAPOMOM
nexndepentiiiosannx MBBP: crenos kumikiBanka, anomatii
SKOBUOBUBIJTHUX IIIJISIXIB, aTpe3isl CTPaBOXOLy Ta HesaBeplie-
Huii moBopot KumikiBuuka. Bagu possutky [ITHC BusiBuiu y
17 (18%) namienriB (anomamis [lenni—Bokepa, mikponeda-
aisgt). B oxHOoMy Bumaaky OyJio [QiarHOCTOBAHO aJPEHOreHi-
TAJIbHUIN CUH/IPOM, Y JIBOX — BaJI PO3BUTKY CJIyXOBOTO anapa-
Ty. ¥ [IeAKUX MAli€HTIB MIarHOCTYBAIN MOEAHAHHS KLIbKOX
eKCTpaKap/iabHIX aHOMAJiH, TOMYy 3arajbHa KiJTbKiCTh BU-
SIBJICHUX aHOMAJIiHl IePEBUTITYE KiTbKICTh XBOPUX. Y YOTHPHOX
HAIEHTIB KJIIHIYHO He OYJIO [iarHOCTOBAHO €KCTPaKap/iajib-
HUX Bajl PO3BUTKY Ta BOHM OYJIM BUSBJEHI IIiJ| 4ac ayToICii
(mizKoBonoAiOHA HUPKaA, aHOMAJIl PO3BUTKY JKOBUOBHMBLIHUX
IIPOTOKIB, CTEHO3M TOHKOTO KUIIKIBHUKA, FEMAHTiOMa CEY0BOTO
Mmixypa). ¥ crpykrypi BBC narienTiB 3 cunzpomom Hemude-
peniifioBanux MBBP niepiiie miciie 3aiimae ckiiazina aHoMastist —
terpaga Danmo, mo cranoButh 20% (n=23) ycix crnocrepe-
skeb 1iei rpynu. Tumi BBC y nux aireii Gysu mpeacrasieni
nedekToM MiKIepeacepaHol meperopoaku — 7 (6%), arpio-
BEHTPUKYJISIPHOIO KOMyHiKaliero — 7 (6%), KoapKTaii€eo
aopt — 16 (13%), KoapKrari€io aopTH 3 eeKTOM MixKIILTY-

HOYKOBOI 11eperopogiku — 7 (6%), TMOABIIHUM BiZIXOKEHHIM
MaricTpaJIbHUX CYJIMH Bifl TpaBoro nurynouka — 7 (6%), mepe-
puBoM xyru aoptt — 5 (4%), aTpesieio mereneBoi aptepii — 5
(4%), BiIKpUTOO apTepiaibHOI POTOKOI — 5 (4% ), EAMHUM
IIJIYHOUKOM cepiist — 2 (2% ), TOTaTbHUM aHOMAJIBHUM JIpeHa-
skeM JiereHeBux BeH — 10 (9%), TpaHCIO3uIli€i0 MaricTpasib-
HUX cyauH — 7 (6%), 3arailbHuM apTepiabHuM cTOBOYpPOM —
1 (1%), medbexToM MIKILTYHOYKOBOI meperopoaku — 12
(10%), crenosom aoptu — 2 (2%), aOpPTO-ITyJIBMOHAIBHUM
BikHoM — 1 (1%).

Taxum unHOM, CTPYKTYpa BPOAKEHNX BaJ[ Y /liTeH i3 CUH-
apomoM Heznudepentiioanux MBBP Gysa npexcrasiena
14 BapianTtamu cepiieBux anomasnii, 3 skux 39% cTaHOBUIIN
CKJIaAHi KoMGIHOBaHi Baau, a HalloMKMpeHinoo Oyja Terpa-
na @anso (20%). Y 80% BumaakiB BOHU CYIPOBOKYBAJINCH
BUCOKUM TOPOTOM CTUTMATH3allii Ta IMUPOKUM CIIEKTPOM
CKJIQJIHUX TT03ACEPIEBUX Ba/l PO3BUTKY.

BpaxoByioun BHIle3a3Havyene, MOKHA JIiITH BUCHOBKY, IO
aHaTOMO-(i3i0JI0ruHI  0COOIMBOCTI eKCTPaKap/ialbHUX aHO-
Matiii possuTKy y natientis 3 BBC BruiBatoth Ha 6esrocepesiti
pe3yJsibTaTi 1X XipypriyHoro JiikyBaHHs. UMHHUKAMU PUSUKY
ULl PO3BUTKY CIeIMDIYHIX YCKJIaIHEHb MTPOTITOM peaHima-
miitnoro nepioy micsts xipypriunoi xopekiii BBC € cungpomn
[ayna, wmikpogenenii  22q11.2, Hywnana, Touabpenxapa,
IT'epa—Pobena ta nexudepentiioani MBBP, mo norpedye
BUKOPUCTAHHS ONTUMi30BaHMX METO/IiB iHTEHCUBHOI Tepartii.

Bucuosku

1. 3 618 mamienriB cungpomanbuumu dhopmamu BBC,
SIKUM OyJ1a IpoBe/ieHa XipypriutHa KOPEKIisi BaJ{ CepIist, [IHTO-
Ma Bara XpoOMOCOMHOI TTaToJiorii ckama 66%, HeXpOMOCOMHOT
naroJiorii — 15%, Henudepentitoanux MBBP — 19%.

2. Crpykrypa BBC y niteil 3 renernunuMu cunjpoMamMmu
[pejicTaBjeHa IMUPOKUM CIIEKTPOM aHOMaJiil  ceprs.
Y cTpyKTypi ekcTpakap/iaJbHUX BaJl PO3BUTKY BEJIHMKI aHO-
Maiil giarHocroBano y 50% narienTis. HaiiGinbi nommpeHumu
Gy aHoMastii KiCTKOBOI, CEYOBUAIIBHOI, M'sI30BOI, IEH-
TPaJbHOI HEPBOBOI CHCTEM i OKa, CTATEBOi CICTEMU, JANXATh-
HOI CHCTeMH, TPABHOI Ta CyTMHHOI CHCTEM.

3. [Tomiopranna narosoris y gireit 3 BBC ta excrpakapui-
AIbHUMU aHOMAJIISIMK PO3BUTKY 3yMOBJIIOE HEOOXIiJIHICTH
KOMIIJIEKCHOTO TiIXO/y TP TTOCTAHOBIII /IiarHO3y i BUMAarae
3aCTOCYBaHHS crienn(iuHNX i BUCOKOTEXHOJIOTTYHUX METO/IIB
JIOCJTJKEHHS, @ TAKOJK 3a/IyYeHHS By3bKUX MEIMYHUX (DaxiB-
1iB (TEHEeTHKIB, PAioJIoriB Ta iH.). Y paxyBaHHs yCiX aHaTO-
MO-(i3ioMoriYHIX 0COBIMBOCTEH eKCTpaKapiaabHuX BaJl €
BaXKJIMBOIO TEPEAYMOBOIO e(PeKTUBHOTO XipyprivHoro JiKy-
BanHst BBC y 1ux mnaii€HTiB, 1110 JI03BOJISIE CIIPOTHO3YBATH,
[OTIEPEAAUTH Ta 3MEHIIUTU KiJIbKICTh BUHUKHEHHS YCKJIAJl-
HEHb Y TicsIonepariiitHoMy 1mepio/i.
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CTPYKTYPA BPOXXAEHHbIX AHOMAJINA PABBUTUSA Y OETEN,

NMPOOMNEPUPOBAHHDbIX MO NOBOAY BPOXAEHHbIX MOPOKOB CEPOLUA

P.B. Kanawnukosa, HH. Pygenko, A.H. Pomantok, BA. lanaran, UH. Emeyb

'Y «<Hay4HO-npakTUyecknini MeALIMHCKUI LEHTP AEeTCKOWN Kapamonorum n kapanoxmpyprum M3 YkpauvHsl», r. Kues

HauunoHanbHas akagemusa nocneguniomHoro obpasosanmsa um. MN.J1. Wynuka, r. Knes, YkpanHa

Llenb: npoaHanuanposartb CTPYKTYPY BPOXAEHHbIX aHOManuii pasBuTWs y MpoorepupoBaHHbx no nosody BIIC Aeteit n onpefenuTtb yaenbHbl Bec
cuHapomanbHbix chopm BIIC.

MaunenTbl U MmeToAbl. [pynna nccnefoBaHus coctoana na 618 (8%) nauneHToB ¢ 3KCTPaKapAUanbHbIMIN aHOMaNMAMMN Pa3BUTUS, KOTOPbIM Oblnia NPOBeAeHa
Xupypruyeckas koppekums Br1C. B co0TBETCTBMM C TUMOM FEHETUYECKOr0 CUHAPOMA BbINO BbIJENEHO TPU FPYNMbl 60MbHBIX: C XPOMOCOMHbIMU CUHAPOMAMMU
(n=408; 66%), C HEXPOMOCOMHbIMU cUHAPOMamu (N=93; 15%) 1 ¢ CMHAPOMOM HeAN(EPEHLMPOBAHHBIX MHOXXECTBEHHbIX BPOXAEHHbIX MOPOKOB Pa3BUTUSA
(n=117; 19%).

PesynbTarbl. bonblune aKkcTpakaphnanbHble NOpPoKK passuTUs UMenu 57% nauueHToB. B rpynne ¢ XpoOMOCOMHbIMU CUHApPOMAaMK AuarHoctuposaHo 19
BapnanToB BINC, a Hanbonee pacnpoCTpaHHEHbIMI BHECEPAEYHbIMU aHOMANMAMI GbIIn MOPOKN CKENETHO-MbILIEYHON, MOYEBbILENUTENLHON, AbIXaTeNbHON
CWUCTEM 1 TONOBHOTO MO3ra. MauneHTbl ¢ HEXPOMOCOMHbBIMI CUHAPOMaMU (MOHOMEHHBIMU U C HEYTOYHEHHbIM TUMOM HacnejoBaHus) umenu 15 BapuaHToB
BIC, cpeaw KOTOpbIX NPEBaNNPOBaNy COXHbIE KOMOUHUPOBAHHbIE aHOManuK, Hanbonee PacnPOCTPAHHEHbIMI BHECEPAEYHBIMU aHOMANNAMM 6bIv NOPOKM
MOY4eBbIAennTensHoil cuctemsl n LIHC. CTpykTypa BpOXAEHHbIX MOPOKOB Y AeTel C CUHAPOMOM HeAu(epPEHLMPOBAHHBIX MHOXKECTBEHHBIX BPOXAEHHbIX
NOPOKOB pa3BuUTWs Gbina npeacTtasneHa 14 BapuaHTamn cepieyHbiX aHomanuii (M3 KoTopbix 39% COCTaBUAM CNOXHbIE KOMOWHUPOBAHHbLIE MOPOKM, a
Hanbonee pacnpocTpaHeHHbIMI Gbina TeTpasa Panno — 20%); BbICOKUM NOPOroM CTUrMaTU3aLuu 1 WNPOKUM CMIEKTPOM CNOXHbIX BHECEPAEYHbIX MOPOKOB
B 80% Cny4aes.

BbiBoAbl. [TonmopraHHas natonorus y aeteii ¢ BINC n 3kcTpakapamanbHbIMU aHOManMsMmn pa3BuTIs 06ycnaBnnBaeT HeOHXOAMMOCTb KOMMIEKCHOr0 NOAX0Aa
Npy MOCTaHOBKE [MarHo3a 1 TPebyeT NPUMEHEHU CreunUYecKnx N BbICOKOTEXHOMOMMYECKUX METOL0B WUCCNEA0BAHUA, @ TaKXXe NPUBIEYEHUA Y3KUX
MeAULIMHCKNX CMEeLnanncToB (TeHETUKOB, PAANONOrUB 1 Ap.). YYeT BCeX aHaTOMO-(U3MON0rM4eCcKNX 0CO6EHHOCTEN 3KCTpaKapAnabHbIX MOPOKOB ABNSETCA
BaXKHOI NPEANOCHINKOA 3 NEKTUBHOTO XUPYPruveckoro nevenns BrC y aTux naumeHToB, 4TO NO3BONSET CNPOrHO3MPOBATh, NPeAynpeanTb U yMEeHbLIUTL
4acTOTy OCMOXHEHWUI B NOCNEONepaLMoHHOM Nepuoje.

KnioyeBble cnoBa: akcTpakapananbHble aHOMannuy pa3BuTIs, BPOXKAEHHbIA NOPOK CepAua, reHeTUYecKne CUHAPOMbI.

STRUCTURE OF CONGENITAL DEVELOPMENT ABNORMALITIES

IN OPERATED FOR CONGENITAL HEART DISEASES CHILDREN

R.V. Kalashnikova, NN. Rudenko , AN. Romaniuk , VA. Galagan , IN. Emets

Sl «The Scientific and Practical Medical Center of Pediatric Cardiology and Cardiac Surgery of the Ministry of Health of Ukraine», Kiev
P.L. Shupik National Academy of Postgraduate Education, Kiev, Ukraine

Objective: To analyze the structure of congenital anomalies development in operated children with CHD and to determine the proportion of syndromic
forms of CHD.

Patients and methods. The study group consisted of 618 (8 %) patients with extracardiac development abnormalities who underwent surgical correction
of CHD. In accordance with the type of genetic syndrome were found three groups of patients: with chromosomal syndromes (n = 408, 66 %), with non-chro-
mosomal syndromes (n = 93, 15 %) with undifferentiated multiple congenital development syndromes (n = 117, 19%).

Results. Large extracardiac development malformations had 57 % of patients. In the group with chromosomal syndromes diagnosed 19 variants of CHD and
the most ubiquitous extracardiac anomalies were musculoskeletal, urinary, respiratory systems and brain malformations. Patients with non-chromosomal
syndromes ( monogenic and with the unclear type of inheritance) had 15 variants of CHD among which prevailed complex combined anomalies, the most
ubiquitous extracardiac abnormalities were malformations of the urinary system and the central nervous system. Structure of congenital malformations in
children with undifferentiated multiple congenital development syndromes was presented by 14 variants of cardiac abnormalities (39 % of which were com-
plicated combined defects and the most ubiquitous was tetralogy of Fallot - 20%); by the high threshold of stigma and a broad spectrum of complex extrac-
ardiac malformations in 80 % of cases.

Conclusions. Multiorgan pathology in children with CHD and extracardiac development abnormalities stipulate the necessity of the complex approach during
the diagnosis and require the use of specific and high-tech research methods and attracting narrow medical specialists (geneticists, radiologists, etc.).
Accounting for all the anatomical and physiological characteristics of noncardiac defects is an important prerequisite for effective surgical treatment of CHD
in these patients, which allows to predict, prevent and reduce the incidence of complications in the postoperative period.

Key words: extracardiac development malformations, congenital heart disease, genetic syndromes.

Caenenns 00 aBTopax:

KanawHukoBa PycnaHa BacunbeBHa — Bpay-aHeCTE3NOON, 3aB. OTAENEHNEM peaHnmaumm MY «<Hay4HO-npakTUYecknii MeauUMHCKUIA LLEHTP LETCKOW Kapanonorum n
kapanoxupyprin M3 Ykpaunbl». Aopec: r. Kues, yn. YepHosona, 28/1; Ten. (044) 284-03-11.

Pynenko Hapexpa Hukonaesna — 4. mef. H., npod., 3am. ampekTopa no Hayke Y «Hay4HO-npakTuyecknii MeauuUMHCKUIA LEHTP AEeTCKOW Kapanonoruv u Kapanoxmpyprm
M3 YkpauHbl». Aopec: . Kues, yn. YepHosona, 28/1; Ten. (044) 284-03-11.

Pomatiok Anekcanap HukonaeBuy — k.mef.H., xupypr 'Y «<Hay4HO-npakTieckuii MeAULIMHCKWIA LIEHTP AETCKON Kapavonoriv 1 kapamoxupyprun M3 YkpaunHbl».

Appec: 1. Kues, yn. YepHosona, 28/1; Ten. (044) 284-03-11.

Emeu Unba HukonaeeBuy — f. Mea,. H., aupekTtop Y «HayyHo-npakTuyecknii MEANLIMHCKMIA LEHTP AETCKON KapaMonorum n kapaoxupypriuv M3 YkpauHsbi».

Appec: 1. Kues, yn. YepHosona, 28/1; Ten. (044) 284-03-11.

CraTbs noctynuna B peaakuyio 22.08.2013 .

144 ISSN 1992-5913 Cospemennas neguatpus 7(55)/2013



