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UTY « Hayko6o-npakmuuruii MeOuuHuil yenmp oumsa4oi kapoionoeii ma kapoioxipypeii MO3
Yrpainu» (Kuis)
2 Hayionanvra meouuna axademis nicaaounaomuoi oceimu imeni ITJI. Hlynuka (Kuis)
3 Haujionanona cneyianizoéana oumsaua aikapua <OXMATIHT> MO3 Ykpainu (Kuis)

Ha ocHoBi o06cTexkeHHs1 Ta 1ikyBaHHs 414 niteil i3 BBC Ta ekcTpakapaianibHUMU aHOMaisI-
MM PO3BUTKY OYJIO JOCTIIKEHO Ta MpOaHaIi30BaHO YacCTOTY, CTPYKTYPY Ta CTaH JialrHOCTUKU
eKCTpakapAiaJIbHUX BaJl PO3BUTKY B MALli€EHTIB i3 cuHApoMaaibHUMU popmamu BBC.

Kmouosi crioBa: excmparxapoianvhi anomanii po3eumky, 6pooiicena 6a0a cepust, eeHemu4Hi CUHO-
POMU.

I3 reHeTMUHUMU TPOOGAEMaMU Y BUTJISIII BPOIKEHUX Ball PO3BUTKY i 1e(heKTiB MeTaboi3My
HapOIXYIOThCs 3% HOBOHApOKeHUX [5]. BpomKeHi Bany po3BUTKY, BKJIIOUAIOYM XPOMOCOMHI
MOPYLIEHHS, MaTOJIOTiI0 EAMHOIO reHa i MHOXXKMHHI aHOMaJlil, € OCHOBHOIO MPUYMHOI0 eMOpio-
HaJIbHOI1, (PeTaJbHOI i AUTSIYOT CMEPTHOCTI, a TAKOX JAUTSIYO0] 3aXBOPIOBAHOCTI B PO3BUHEHUX
kpaiHax. Haltuacriiue giTu MatoTh cepiio3Hi (pi3uuHi i MEHTaIbHI MOPYIIEHHS, SIKi BU3HAYal0Th
SIKICTb XXUTTS XBOPUX 1 iX CiMei1, 3yMOBJIIOIOTh MPOOJIEMU i3 COLIaAJIbHOIO afanTalli€lo, a TAKOX
MOTPeOYIOTh TPUBAJIOTO i JOPOrOoro MeAMYHOro oocayroByBaHHs [3, 7, 8, 9].

HaiinowmupeHilmMu BpoJKeHUMU aHOMAaJIisSIMU Yy AiTelt € BpoaxxeHi Baau cepus (BBC)
[6]. B Ykpaini BBC Takox € HailGiiblI MOIIMPEHUMK BaaMy PO3BUTKY i CKllaaaioTh 7—12
Bunankis Ha 1000 HoBoHapomkeHux [2]. Bonu 3ymoBi010Th 10 40% nepuHaTaJbHUX BTPAT i
3aJIMIIAI0THCS OJHIEI0 3 OCHOBHUX NMPUYUH MaJIIOKOBOi CMepPTHOCTI B YKpaiHi [ 1, 2]. Acoi-
OBaHi i3 eKCTpaKapAialbHUMU aHOMaTiSIMU PO3BUTKY BalM Cepiist CTAaHOBIATH 25—30% Bciel
kinbkocti BBC [6]. [ToiopranHa marosoris y aiteit i3 BBC ta ekcTpakapaialbHUMU aHOMa-
JIiISIMU PO3BUTKY 3YMOBJIIOE€ HEOOXiAHICTh KOMIUIEKCHOTO MiAXOAy MPU MOCTaHOBII AiarHO3y
i3 3aCTOCYBaHHSIM CleliaIbHUX BUCOKOTEXHOJOTIYHUX METOMIB AJOCTIIXKEHHS, 3aTy4YeHHIM
BY3bKOMPOMiIbHUX MEAUYHUX (haxiBIIiB i MOTPeOye 3HAYHOTO 301JIbILIEHHS BUTPAT BXKE Ha eTarli
MOCTaHOBKMU JiarHo3sy [4].

Meta po60TU — BU3HAUUTU CTPYKTYPY Ta MUTOMY Bary eKCTpakapaiaJbHUX BaJl PO3BUTKY B
niteit, npoonepoBaHux i3 puBoay BBC.

Marepiamm i MeTroau. KiiHiyHM MaTepian 1OCTiIKEHHS CKJIaAU TiTH, SIKi TPORILLIM Xipyp-
riude gikyBaHHg BBC B 1Y «HaykoBo-NpakTUUHUI MEAUYHUI HEHTP AUTSYO1 Kapaiosaorii Ta
kapaioxipyprii MO3 Ykpainu». [locinxyBaHa rpyna ckiananacs 3414 nauieHTiB 3 eKCTpakap-
NiaIbHUMU aHOMAJisSIMU PO3BUTKY, IKMM BUKOHaHa XipypriuHa kopekuiss BBC y nepiof i3 ciu-
Hs 2005 o rpyaeHs 2009 p.

Ha MomeHT omnepaliii BikoBa MeaiaHa MallieHTiB JOCTiIXKYyBaHOI Tpynu cKJiajia 7 MicsuiB
(8im 0,03 mo 219 MmicsiB), mepeBaxkHa OibIICTb (59%) MaiieHTiB Oynu BikoMm Bin 1 1o 12 micsi-
uiB. Meniana Baru ckjana 6 kr (Bix 1,7 o 65 xr). ITauieHTiB yosoBivyoi crati 0ysio 235 (57%),
KiHouoi — 179 (43%).

BBC y noenHaHHi 3 MalMMU eKCTpakapAiaIbHUMU aHOMaJTiIMUA PO3BUTKY (TpU i Oiiblie
CTUTM Tr3eMOpioreHe3y) Ta/ab0 y ToeIHaHHI 3 BPOIKEHUMI BalaMy PO3BUTKY B iHIITX CUCTE-

200



Max opraHiB ¢opMyI0Th cuHApoMasbHi Gopmu BBC. 3rinHo 3 THIIOM re HEeTUYHOTO CUHAPOMY
BCi Malli€EHTH, SIKi CIIOCTEPiraiucs HaMu, OYJIu PO3IiJeHi Ha TPU TPYIIHU.

Jlo nepiuoi rpynu, HailGIbILIOI 3a KIIBKICTIO MaLieHTiB, yBiiuu 277 (67%) niteit i3 Xxpo-
MOCOMHUMU CUHIApOMaMu. [Ipyry rpymny ckianu 66 (16%) XxBopHX i3 HEXpOMOCOMHUMM CUH/I-
pomamu. Tpers rpyna Bkiodana 71 (17%) naiiieHTa i3 CMHAPOMOM HeandepeHLiHoBaHUX MHO-
SKMHHUX BPOMI>KEHUX BaJl PO3BUTKY.

YciMm naitieHTaM Ha pi3HUX eTanax roCMiTaJbHOTO Mepioay MPOBOAUINCS 3araIbHOKIIiHIUHI,
¢i3uKanabHi, 1a00paTOPHi, iHCTpYyMEHTabHi gocaiakeHHs. CrneuialbHi METOAU JOCTiIKEHHS
eKCTpaKapIiaIbHUX aHOMaJIiii BKIOUaIu: 1iarHOCTUKY IU3MOP(MIUHUX OCOOJIMBOCTE, yIbTpa-
3BYKOBE JOCJIiIXKEHHSI TOJJOBHOTO MO3KY i BHYTPIllIHiX OpraHiB, paaioJoriuyHi METOAU AOCTi-
JIKEHHSI TOJIOBHOTO MO3KY i BHYTPillIHiX OPTaHiB, MEAUKO-TEeHETUYHE KOHCYJbTYBaHHS Ta MO-
JIEKYJASIPHO-TeHETUYHI METOAU NOCHiIXEHHSI. MennKo-TeHeTUYHEe KOHCYJIbTYBaHHS
MPOBOAMUIOCS Ha Pi3HUX TOCHITATbHUX €Tanax yCiM IiTIM HOCTiIKyBaHOI TPYIU i WieHaM iX
ponuH. BoHo 3niiicHIOBas0ocs Ha 6a3i MeIMKO-TeHETUUHOTO LieHTpy HalioHanbHOi crienianizo-
BaHoi1 quTsA4oi JikapHi «OXMATIAWUT» MO3 Ykpainu Ta crauioHapHuUX migpo3aijaiB HaykoBo-
MPaKTUYHOTO MEAUYHOTO EHTPY AUTSIY01 KapAioJIorii Ta KapAioXipyprii BAKOPUCTAHHSIM CUH-
JpOMaJibHOTrO TiAX0AYy B KOXXHOMY KOHKpeTHoMy Bunaaky BBC. 3a mokazaHHSIMHU, sKi
BU3HAvaaucs JiKapeM-TeHETUKOM, MalliEHTaM BUKOHYBaJW IUTOTEHETUYHE JOCTIIKEHHS, B
T.4. 3 BAKOPUCTAaHHSIM MOJIEKYIsIpHO-1IuToreHeTnuHoro metony (FISH).

J7151 cTaTUCTUYHOT 00POOKY AaHUX Y Hallliil pOOOTi MU BUKOPUCTOBYBAIU HEMapaMeTpUUHi
METOJM OLIIHKU BiAMiHHOCTEl MiX BUOipKamu, ipeactanieHi B maketi SPSS Statistics 14.0.

Pe3syabTaTu Ta ix o6rosopennsi. Yacrora cunapomanbaux opm BBC cepen ycix maiieHTiB
(n=5688), saxi npoiuuu xipypriuny Kopekuito BBC, nopiBHioBana 7,3%. 3a riepio 10CIIiIKeH-
H$ IATOMA Bara Mali€HTiB i3 XxpOMOCOMHUMM CUHAPOMaMHU ctaHoBuIa Bix 60,8% 1o 75,2%, 3
HEXPOMOCOMHUMM CUHIApOMaMu — Bin 7,4% no 22,1%, i3 cunapomMoM HeaubepeHLiiioBaHUX
MBBP — Bin 13,4 % no 24%.

Y xoni nocniaKeHHs MU BUSIBUJIU, 1110 HA eTarli MepBUHHOI neaiarpuyHoi nonomoru (ITITI)
MonepeaHil 1iarHO3 reHeTUYHOTO CUHAPOMY OYB BCTaHOBIeHUI y 247 niTeii (59,7 % crioctepe-
KEeHb), 3 HUX 88,3% (n=218) xBopux manu cuHapom [ayHa. Y toit xe yac y HIIM KK Briep-
1lI€ 1iarH03 FeHETUYHOTO CUHAPOMY OyB BctaHOBJeHUi 167 (40,3%) nitam, 3 Huxy 103 (61,6%)
Malli€HTiB FeHETUYHUIA iarHo3 OyB BepudikoBaHuii. Pemira mamientis — 71 (38,4%) nutrHa i3
CUHIPOMOM HeubepeHLitoBaHnx MBBP — nponoBxXyoTh crioctepiraticst JJikapeM|likapKoro|-
reHeTuKoM. OCKiJTbKY MOCTAaHOBKA 1iarHO3Y TeHETUYHOTO CUHAPOMY 0€3MOCEPETHBO 3aTEKUTh
Bill [iaTHOCTUKU €KCTpaKapAialbHUX aHOMaTill pO3BUTKY, SIKa y CBOIO Yepry BUMAara€ BUTpaT
JIIOACHKUX i MaTepiaIbHO-TEXHIYHUX PECYPCiB, MU BCTAHOBUJIM, 1O 1€ 30ibLIYBAJIO Yac 100~
nepaLiifHOro rocriTajJbHOro Nepioay B cepeIHbOMY 10 ABOX J1i0 i BilMOBiAHO 3pocTalia BapTiCTh
CTalliOHAPHOTO JIIKyBaHHSI.

Cepen BCix 06CTEKEHUX HAMM JIiTeH i3 TeHeTUYHOO natosorieto y 277 (67%) xBopux 6ys1o
JiarHOCTOBaHO XPOMOCOMHI CHHIAPOMH.

ExcrpakapmianbHy MaToJiorito y aiteil i3 cunapoMom JlayHa 6yio aiarHoctoBaHo y 21,9%
(n=48) nauieHTiB. AHOMAaJi1 pO3BUTKY OYyJIY MpeacTaBIeHi a0epaHTHOIO MiAKIIOYNYHOIO apTe-
pi€lo, reMaHTiOMOIO TMeUiHKM, areHe3i€10 HUPKU, BPOIXKEHUM YpeTporiapoHedpo3oM, Oyiamu
JIeTeHb, TOAATKOBOIO YaCTKOIO HEMapHOI BEHU, TPaxeaIbHUM OPOHXOM Ta BPOIXKEHUM CTEHO-
30M Tpaxei. Takox Oyyo0 miarHocToBaHO aHoMadito [eHai-Yokepa, BpoaKeHy rigpouedaltito.
HuBepTuKya MekKess iarHoCcTyBaIu Mij yac ayrorcii. CkeaeTHO-M 130Bi aHOMai1 Oyiu Haii-
MOIIUPEHIIIUMH i BKIIOYATU BOPOHKOMNOMIOHY nehopMallilo rpyIHO1 KJIiTKU, MaXBUHHO-MO-
LIIOHKOBI, MYMKOBi KWJIX Ta KWJIM 01101 JIiHii )XMBOTa. AHOMaJTii Oueil BKJTIoUaal KOCOOKiCTh Ta
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kaTtapakTy. 13 48 (21,9% ) miteii Tpoe Maiu rmo3acepliieBi aHOMaltii y ABOX CUCTEMax OpraHiB, a
OJIVIH TMAIiEHT — Y TPbOX CUCTEMAX.

13 29 nireii i3 cunopomom mikpooeneyii 22q11.2. — 58,6% (n=17) nauieHTiB MaIy aHOMaUTil
PO3BUTKY, SIKi HE CKJIalaJIi OCHOBY (DEHOTHUITY, ajie CTOCYBAJIUCH XKUTTEBO BaXKJIMBUX OPTaHiB
i cucteM. BpoaskeHi Baau BKIIIOYaJIM MO3KOBY TeTepOTOIMi0, BPOAXKEHY Trigpoliedalito, are-
He3il0 HUPKU, MiAKOBOMOAIOHY HUPKY Ta MOJIKUCTO3 HUPOK. TakoX MU criocTepiraau Kpuri-
TOPXi3M, MaXOBY KUJ1y, KWy OiJ101 JiHi1 )KMBOTa, pO3LIEIIEHHSI M’ IKOTO Ta M’ SIKOTO i TBepJ0-
ro migHeOiHHs. Y 23% MallieHTiB JiarHOCTYyBaBCsI KOMITIEKC aHOMaJIiii pO3BUTKY B IEKiTbKOX
cucTeMax OpraHiB.

13 14 nireit i3 cundpomom Binvamca ekctpakapaiaabHi aHOMaJIil 0y/iu miarHocToBaHiy 28,6%
MalLi€HTIB i BKJIIOYAIW areHe3il0 HUPKU, CTEHO3 Tpaxel, KOCOOKICTh Ta MaxoBy KMJIy. 3 HUX OJHA
MUTUHA MaJjia mo3acepleBi aHoOMaJlii y IBOX CUCTEMaX OpPTaHiB.

ExcTpakapaianabHi Baayu po3BUTKY B Py 3 7 NaLli€HTOK i3 cundpomom Illepeutescvioeo 0yno
JIiarHOCTOBAHO B OTHOMY BUMAAKY — Y BUIJISII PO3UIUIMHU TBEPAOTO MiAHEOIHHS.

JIBO€E niTelt 4oa0Bivoi cTaTi i3 cundpom Kasiingessmepa manu eKcTpakapaiaabHy MaToOJOri 0
Y BUIJISII MOJTiKiCTO3Y HUPOK B 000X BUTAJKaX i KOCOOKOCTi B 1 maitieHTa.

XipypriuHe jikyBaHHss BBC OyJio mpoBeneHe 1BoM AiTsaM i3 cundopomom Edeapdca. Excrpa-
KapaiajibHa MaToJIoris OyJyia MpeAcTaBieHa MOJIiKiCTO30M HUPOK B OAHI€1 MallieHTKU. Y Apyroi
XBOPOIi eKCTpakapiaiibHa MaToJIoris Oysia BUSIBJIEHA ITiJ1 Yac ayTOIICii i BKJII0Yaia roa0npo3eH-
Hedarito 1000B0Oi 10J1i, MiAKOBOMOAIOHY HUPKY, MHOKMHHI CTEHO3U TOHKOT'O KUIIIKiBHUKA.

Jlo rpymnuy Naui€eHTiB i3 XPOMOCOMHUMU aHOMAJTisSIMU YBIHIILJIO YeTBEPO AiTel i3 CHHApOMa-
MM KiUJIbKiCHOI Mepedy1oBU COMaTUYHUX XpOMOCcOoM. Jlo 1€l maToJiorii BBIALILIA CUHAPOMU:
Monocomii 11xpomocomu, monocomii 22 xpomocomu, MoHocomii 21 xpomocomu ma mpucomii 3 Xxpomo-
comu. T1allieHTH He Masu 3arajibHUX (DeHOTUIIOBUX OCOOIUBOCTEN. MU 3aMino3puian reHeTuY-
HY MaTOJIOTiI0 y HUX Ha MifCcTaBi BUpaXeHOoro nu3MopdizMy Ta HassBHOCTI eKCTpaKapaialbHUX
aHoOMaJiit pO3BUTKY, SIKi BKJIIOUAIM Mikpoliedalito, mu3eHuedanito, aHoMarito Jenai-Yoke-
pa, noaixouedanito, MiKkpodTalibMil0, KaTapakTy, pO3LLIeTJIeHHS TBEPAOro MmiaHeOiHHS, CUH-
nakTuiito 1I-111 manbuiB Ta MoAigaKTUiI0 CTOM, ABOCTOPOHHIM KPUMTOPXi3M Ta MiKpOIIEeHiC.

Hitu 3 BBC Ta HeXpoMOCOMHOI0 MAaTOJIOTi€l0 (MOHOTE€HHI Ta 3 HEBITOMUM TUIIOM CIagKO-
BOCTi CUHAPOMM) CKJIaJIn rpyIty 3 66 xBopux (30,8 % BCbOro 06CTEKEHOTO KOHTUHIEHTY).

ExcTpakapaianbHy nmatoJiorito y aitei i3 cundpomom Xoama-Opama 6yno a1iarHOCTOBAHO Y
21,4% manienriB. Bona Oysa mpencrasieHa areHe3isiMyU HUPKY Ta MTaXOBUMMU i ITyTTKOBUMU KU -
JIaMU.

IT’atnecat BiACOTKIB AiTelt i3 cundpomom Hyrnana manu nosacepueBi Baay y BUIJISIII areHe3ii
HUPKU, TBOCTOPOHHBOI Mi€I0EKTa3ii, aHOMaJiii KiCTOK BEPXHiX KiHIL[iBOK Ta CYAUHHUX MaJlb-
¢dopmalliiii roJJOBHOTO MO3KY.

ExcrpakapianbHa IMaToJiorist Takox OyJia qiarHoctoBaHa y 75% nauienTis i3 BBC ta cuno-
pomom Il epa-Poberna. My ciocTepiraiu naxoBy KUy, pO3LIETIJICHHS M SIKOTO Ta M SIKOTO i TBe-
paoro minHeOiHHS.

Bci nauientu i3 cundopomom Cmima-Jlemai-Oniya Maniuv mo3acepueBi Baau pO3BUTKY B AEKiTb-
KOX CUCTEMax OpraHiB, a came: Mikpoledarito, aHomadito JleHai-Yokepa, BpoaxkeHy riapoiie-
daJtito, areHe3il0 MO30JIMCTOrO Tijia, ABOCTOPOHHIH CT€HO3 CEYOBO/IiB, ABOCTOPOHHI KPUIITO-
pxi3m, rinocnanito, MikpoIieHic, MaxoBy Ta MaXOBO-MOILIOHKOBY KUJTY.

YV 60% niteii i3 cundpomom Koprenii de Jlanee Myt criocTepirajiy BpoIKeHY IaTOJIOTiIO CiTKiB-
KU Ta TaXOBO-MOIIOHKOBI KWJIH.

Jo rpynu nmaiieHTiB i3 BBC Ta MajjonommpeHMMU HEXPOMOCOMHUMU CUHIPOMAaMU YBili-
LILJIO 1IecTepo OiTeil. Y wuiil rpymi Oyyio AiarHOCTOBaHO MOOAMHOKI BUMAAKN TAKUX CUHAPO-
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MiB: MapriHna-bena, [1pyHe-benna, Cekkens, Anepra, Aapcbkoro, Cerpe-Yot3eHa. Bei nitu
MaJii TUMOBi (peHOTUIOBI 0cobMBOCTI. EKCTpakapaiaibHy NaTOJOTi 0 OYJ10 AiarHOCTOBAHO y
5 Maui€eHTiB, KA BKJIOYaaa JUCTOIiI0 HUPKU, TOJBOEHHS HUPKU, TeMAaHTiOMU CTaTeBUX OP-
raHiB, IBOCTOPOHHI KpUIITOPXi3M, KaTapakTy Ta aAedopmallii KiCTOK yeperia 3 aCUMeTpi€lo
TOJIOBHOTO MO3KY. I3 BCi€l rpynu ABOE NallieHTiB MaJii MO3acepLeBi aHOMaJlii PO3BUTKY B IBOX
cUCTEeMax OpraHiB.

Cepen nauienTi i3 BBC ta cundpomom eemepomarcii ekctpakapaiaabHy MaToJIOTi 0 OYJI10 1i-
arHoctoBaHo B 33,3% (n=35). B mepeBaxHiii GIIbIIOCTI CMIOCTEPEKEHb CUHAPOMY TeTepOoTaKcil
OyJ10 JiarHOCTOBaHO jiBuii i3oMepusm (73%). IpaBuii i3omepusm OyI10 AiarHocToBaHO B 27 %
BunaakiB. TTalieHTH He May 30BHilLIHIX crieurdiyHux nu3MopdiyHux ocobauBocTeil. [To3a-
cepleBi Bau PO3BUTKY BKJTIOUAI OPOHXOJIETEHEBY MU CIUIA3i10, apTepiOBEeHO3HI MaibhopMallil
TOJIOBHOT'O MO3KY, CKOJIiO3 Ta KOCOOKiCTb.

Cepeo niteii i3 cunopomom Tonvoenxapa eKCTpakapaiajabHa atosoris oysia BussieHa B 57%
BUMAAKIB i MpeacTaBieHa areHe3i€0 HUPKU, abepaHTHOIO MiAKIIOUMYHOIO apTePielo Ta CTEHO-
30M Tpaxei.

Jlo HallIoTo A0CiAKEHHS BBIAIILIO YOTUPHY BUMAAKU CIIOCTEPEKEHHS IiTe i3 cundpomamu
acoyiayiil podicenux 8ad pozsumky. IlaTonorist 0yaa npeacrasieHa B Tpbox Bunaakax VACTER
acouianiero, B onHoMy — CHARGE cunapomomM. Cepen ekcTpakapaiaJbHUX aHOMAJIi Oyau
JliarHOCTOBaHi aTpe3ist aHycy — y 3 BMIIaJaKax, aTpesisl XxoaH — B | BUMAAKYy, MiIKOBOIMOAiOHA
HUpKa — | ciocTepexxeHHs. 3 IPUBOY aTpe3ii aHyCy Ta X0aH AiTy OyJu MpooIepoBaHi B Mepi-
0/1i HOBOHAPO/I>)KEHOCTI.

Y Tpbox mauieHTiB, MpoonepoBaHux i3 npusony BBC, niarHoctoBaHo cundpom Kiinnens-
Deiing. EXcTpakapmiajibHa IAaTOJIOTiS OyJ1a peAcTaBieHa KiTbOTIOIiOHO0 rpyIHO0 KiTiTKoto 111
CTYIIEeHSI 3 aHOMATiSIMU PO3BUTKY pedep B OTHOMY BUMANKY, AHOMaJTisIMU PO3BUTKY pedep i IIunii-
HOTO BiiTy XpedTa — y ABOX CIIOCTEPEKEHHSIX.

OnHa 3 YMCIEHHUX TPYI CIIOoCTepeXXeHHs OyJia MpeacTaBjieHa JiTbMU i3 cUHOpoMom Hedughe-
penuiiiosarnux MBBP 38,4% (71 Bunanok). [lanieHT wiei rpynu Maau HenudepeHiiiioBaHui
TeHEeTUYHUI CUHAPOM, i TOMY AiTH MPOJOBXKYIOTh CIIOCTepiraTucs JikapeM-reHeTukoM. Iliac-
TaBOIO 1151 OOCTEKEHHS 3 METOIO 1IarHOCTUKU T€HETUYHOTO CUHAPOMY OYJIO Te, 110 Y BCiX Malli-
€HTIB CIIOCTEpiraBcsl BUCOKMIA Mopir cturmaru3aaiiii, a 57 (80%) miteit Maiu eKcTpakapaiaiabHi
aHoOMaJtii pO3BUTKY, TaKi, SIK areHe3is HUPKU, MiAKOBOIOAi0HA HUPKa, TMoIia3ist HUPKU, ypo-
TeHiTaAbHUI CUHYC, TeMaHIioMa CeYOBOIo MiXypa, TpaxeajJbHUI OPOHX Ta BPOJKEHA Tpaxeo-
Mautsiig. Takox y IUX XBOPUX AiarHOCTYBaJd BOPOHKOMOMiIOHY fehopMallito rpyIHOI KJTiTH-
HU, PO3ILIETUIEHHSI M’SIKOTO Ta M’SIKOrO i TBEPAOTO MiAHEOIHHS, PO3IIETUIEHHS MiAHeOiHHS i
ryou, cKoJlio3, KylpuKOBY TepaToOMy, KJIMHOMOAIOHI Ta MeTeJMKONoAiOHI xpedili, aHomaJii
nayibliB (MOTiNaKTWIiS, ansasis, MOABOEHHS ), BaJIbI'yCHY nechopMallilo CTOMM, MaxoBi Ta MyI-
KOBi Kisiv. Bagu po3BUTKY oueil Oyau mpeacraBieHi MiKpodTalibMoOM, KaTapaKTolo, KOJ000-
MOI0 Ta KocookicTio. Banu po3sutky LIIKT miarHocTyBanu y BUIJISIAI CTEHO3Y KUILIKIBHUKA,
aHOMaJIiii XkOBYOBUBITHUX IIUISIXiB, aTpe3ii CTPAaBOXOY, HE3aBEPLIEHOTO MOBOPOTY KUIIKiBHU -
ka. Bangu possutky LIHC cnocrepiranu y Burisiai aHomadii JleHai-Yokepa ta mikpouedarii.
Takox 0yJ10 1iarHOCTOBAaHO aApEHOTeHITaTbHUI CUHAPOM i BaAu PO3BUTKY CJIyXOBOTO arnapa-
Ty. ¥ IesIKUX Malli€HTIB MU CITOCTEPiraju KOMILIEKC i3 JEKiTbKOX eKCTpaKapAialbHUX aHOMa-
JIii. Y 4OTUPBHOX MaLliEHTIB KJIiHIYHO He OyJI1 iarHOCTOBaHi eKCTpaKap/JiaabHi BaAU PO3BUTKY,
MpoTe BOHU OYyJ1M BUSIBJICHi ITia yac ayTorcii. Lle Oyiu migkoBononidHa HUpKa, aHoMaJlii po3BU-
TKY YKOBUOBUBITHUX MPOTOKiB, CTEHO3U TOHKOTO KUIIIKiBHUKA, TeMaHTioOMa CE40BOT0O Mixypa.

TakuM YMHOM, aHaJli3 eKCTpaKapaiaabHOi maToJorii y aiteit i3 BBC, sskum OyJio npoBeaecHo
xipypriuHe JikyBaHHs BBC, nokasas, 1110 eKcTpakap/iajJbHa MaToJIOrisl MpeACcTaBIeHa IUPO-
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KUM CITEKTPOM aHOMaJTiil y pi3HUX ccTeMax opraHizmMy. [TonoBruHa TOCTiIKyBaHUX TiTEN MaJTU
BEJIMKIi mo3aceplieBi aHoMaulii po3BUTKY. Hal0inplny KiTbKiCTh €KCTpakapAialbHUX aHOMaJTiik
MM CITOCTepirajiv y Maii€HTiB i3 cuHapoMoM HenudepeHuiitoBanux MBBP —y 80,2% cniocre-
peXeHb. Y MalieHTiB i3 HEXPOMOCOMHUMU CUHAPOMaMU BEJIMKi aHOMaJlil pO3BUTKY 3yCcTpiva-
nvcs B 63% BUTAAKIB, MPYU XPOMOCOMHMX CMHIpOMax — B 34,7% Bumnazkis. Cepen ycix criocte-
peXeHb AiarHOCTOBAHO TaKi Baau po3BUTKY: 22,7 % — KicTkoBoi cuctemu; 20,2% — ce40BUBIIHOT
cucremu; 18,8% — m’s130B0i cucremu; 11,1% — LITHC i oka; 6,2% — crareBoi cucremu; 3,8% —
nuxanpHoi cucreMu; 3,3% — LHKT; 1,4% — cynunnoi cuctemu. KiTiHiYHO BaXKJIMBUMU JUTS Xi-
pypriuHoi kopekilii BBC € anomautii HUpoK, jereHis, LIHC, kuilikiBHMKa Ta CKeJIeTy JIULbOBO-
ro uepemna i rpyaHoi KJIiTUHU, OCKiJIbKM BOHU MOXYTb CTBOPIOBATU MTEBHI MPOOJEMU Ha Pi3HUX
eTarnax XipypriyHoro JiikyBaHHsI. JliarHOCTHKa eKCTpakapaiaibHUX BaJ PO3BUTKY 3 ypaxyBaH-
HSIM OCOOJIMBOCTE TeHeTUUHOI MaToJorii y Aitelt i3 BBC € BaxnBo1o nepeayMoBoio eeKTUB-
HOTO XipypriuyHOro JiKyBaHHS LIMX MAaLli€HTIB, SIKa JO3BOJUTH CIIPOTHO3YBaTU, MOMEPEAUTH Ta
3MEHILUTHU KiJIbKICTb BUHUKHEHHSI YCKJIaAHEHb Y TicasionepaliiHoMy Nepioi.

BucHoBku

1. Yacrora cunapomanbHux ¢opm BBC cepen ycix manieHTiB (n=5688), skum mnpoBeaeHa
XipypriuHa Kopekilist Bafl, fopiBHIoBasna 7,3%. [Tutoma Bara XxpOMOCOMHOI MATOJIOTI1 CTaHO-
Buia 67%, HexpoMOCOMHOI ratosiorii — 16%, HeaudepenuiioBanux MBBP — 17%.

2. YV cTpyKTypi eKcTpakapaiabHUX BaJ PO3BUTKY BEJIMKi aHOMaJii miarHoctoBaHo y 50%
nauieHTiB. YacToTa aHoOMaJIiii KicTKOBOI crcTeMu ckitajia 22,7 %, Ce40BUBITHOI CUCTEMH —
20,2%, m’s130B01 cuctemu — 18,8%, IIHC i oka — 11,1%, crareBoi cucreMu — 6,2 %, nnxaiib-
Hoi cucremu — 3,8%, LUKT — 3,3%, cynuHHoi cucremu — 1,4%.

3. PiBeHb IiarHOCTUKM €KCTpaKapAiaJIbHOI MaToJIoTii, sika pa3om i3 BBC ctaHOBUTE cMHIpO-
MaJibHY TeHeTUYHY natoJorito Ha erami I1I1]1, € HemocTaTHIM, ocKiabku B 40,3% Bunankis
TeHETUYHU I CUHAPOM OYJ10 BIEpIllie 1iarHOCTOBAHO Ha €Tarli Creliali3oBaHOl KapaioXipyp-
TiYHO1 TOTTOMOTH.

4. BcTaHOBJIEHHS MEPBUHHOTO AiarHO3y TeHETUYHOI MAaTOJIOTI1 iTSM Ha eTarli creniaaizoBa-
HO1 MEIMYHOI AOTIOMOTH, siKoto € Xipypriss BBC, notpedye BUKOPUCTaHHS JOJATKOBUX
JIIOACHKUX Ta MaTepiaJIbHUX PECYPCIB, 1110 CIIPUYUHSIE MTiJBUILIEHHS BapTOCTI JIiKyBaJIbHO-
NiarHOCTUYHUX MPOLIEAYP Ta MOMOBXEHHS FOCIITAIbHOTO MePiofy.
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DKCTPAKAPJIUAJIbHBIE AHOMAJIMM PA3BUTHUSA Y IETEM C BPOXJIEHHBIMU
IMOPOKAMMU CEPALIA

Kanamnukosa P.B., Pynenko H.H., l'anaran B.O., Pomaniok O.M., Emen 1.H.

Ha ocHoBanuu ob6cnenoBanus u jgeuenus 414 nereit 3 BIIC u skcTpakapavabHbIMU aHOMaJTUSIMU
pa3BUTUS ObLIO UCCIIE0OBaHA U MPOAHAIM3UPOBAHA YACTOTA, CTPYKTYPa U COCTOSIHUE TMAarHOCTUKU IKCTpa-
KapIuaJIbHbIX TOPOKOB Pa3BUTHUS Y TALIMEHTOB C CUHApOoMaibHbIMU (hopmamu BITC.

Kiouesble coBa: sxcmpaxapouanvhvie anomaruy pazeumus, 8pOJiCOHHbLI NOPOK cepouya, 2eHemu4ecKue
CUHOPOMbL.

EXTRACARDIAC ANOMALIES DEVELOPMENT IN CHILDREN WITH CONGENITAL
HEART DEFECTS

Kalashnikova R.V., Rudenko N.N., Galagan V.O., Romanyuk O.M., Emets I.N.

The article is dedicated to the problems extracardiac anomalies in children with congenital heart defects
(CHD). Analysis of peculiarities of extracardiac anomalies and genetic syndromes was based on examination
and management of 414 children with CHD and extracardiac anomalies.

Key words: extracardiac anomalies congenital heart diseases, genetic syndromes.
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