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Pesrome

YV 3’ a3Ky 3 wupoxum 6npoeaoHcenHsIM MONEKVIAPHO-2EHEMUYHUX MEMOOI8 OOCTIOHCEHHS 8 NPAKMUYHY OXOPOHY 300P08’ 5 3’ ABUNACS
MONCIUBICMb QIACHOCMY8amu PIOKICHI MIKPOOELeYItIHI CUHOPOMU Y NAYIEHMIB 3 MHONCUHHUMU BPOOINCEHUMU BAOAMU PO3BUNIKY.

Mema 00cnidxncennsa — npedcmagumu pe3yibmamu 1imepamyprno20 nowyKy ma npooemMoncmpysamu KiiHiuHe
cnocmepedicenns cunopomy Binvsimca-bovpenay 10-mu micsunux Monoxopiansuux O1U3HIOKIE 3 6D00NCEHUMU BAOAMU POZGUINKY
cepyeso-cyOunnoi cucmemu 8 NOCOHAHNT 3 NAMONO2IEI0 HUPOK A 000AMKOBOIO CeNe3iHKOIO.

Pezynomamu docnioscennsn. Cunopom Binvsmca-Botipena (CBB) — piokiche 6pooddicere 3ax60prosants, wjo Xapakmepusycmucs
cneyu@iunumu yepenno-1uybosumu Oumoppizmamu (K0OIUUYS elbpha») ma Xpunium 2010CoM 8 ROCOHAHHI 3 YPAICCHHIM
cepyeso-cyOUHHOI cucmemu, po3yMo8oI0 8i0CMANICIO, NOPYUEHHIM ONOPHO-PYX08020 anapaniy ma cinepxanvyiemieto. CBH
sycmpiuaemucs 6 nonyaayii 3 uacmomoro 1:7500-10000 nemogusam.

Hasisnicmo ocobnueozo enomuny nog’s3yiomo 3 eemizucomuoio Mikpooeneyiero 0082020 nieya 1 xpomocomu y OiisHyi
7q11.23. Posmipu deneyii sapiroioms 6i0 1,5 do 1,8 Mb, ma obymoenioiome empamy pisnux cymisicnux 2enis. Jliaznos
B6CMAHOBIIOEMbCS CUHOPOMONOSTYHO MA NIOMEEPOAHCYEMBCA CYUACHUMU MOTEKVIAPHO-YumozeHemuynumu memooamu. /o
namonoziuno snavywux mymayiu CBE eionocams empamy eeny ELN ma empamy posmawosanux nopyy maxux eenig, sk LIMKL,
RFC2, BAZ1B, GTF2l, STX1A, CLIP2, GTF2IRD, NCF.

Tannoneoocmamuicme 2eny ELN € ocnosnum mapkepom CBB ma obymosnoe nedocmamuicms cunmesy OilKa elacmuny,
Wo npu3sooums 00 po36umky namonozii cepys ma cyoun (eracmunogi apmepionamii), nopyuienv 36’ 13Kk06020 anapamy
cyenobis, anomanii 2onocosux 36’130k ma wikipu. Iemizuecomuicmo LIMKL noe’azana 3 nopywenmnsam soposo-npocmopoeoco
KoncmpykmueHno2o nisnanns. [Jeneyis ceny RFC2 mooce cnpuuunumu degiyum pocmy ma nopywens po3gumxy. 3Hudicens
inmenexniy modice 6ymu ooymosnene mymayicio cena GTF21, a cinepranvyiemis — mymayieto eena BAZ1B. [punyweno, wo na
@enomuniuni nposeu CBE maxooic eniusac 3nudicena eKcnpecisn HeyuKoONCeHUX 2eHi8, PAAHKVIOUUX 3 Oeneyicio.

Hiaenocmuxa, nikysanns ma aoanmayis nayicumie 3 CBB nompebye migrcoucyuniinaphoi Komanou axisyis.

Haseoenutl kniniuHutl unadox 0eMoHcmpye myibmucucmemuy namonozito y 10-mu micsiunux Hemosusim 3 MOHOXOPIanbHOT
OlamHiomuyHol O8IUHE, Y AKUX KAIHIUHO diacHocmosano ma niomeepoxceno FISH-uemooom cunopom Binvsimca-bBotipena: ish
del (7)(q11.23911.23)(ELN").

Bucnosok. J{na niomeeposcenns ceHemudHoi CKa1ad080i npu 8p0O0NCeHill MYIbMUCUCMEMHIN Namono2ii HeoOXIOHO
NOX00JICEH S € BAANCIUBUM 0151 MEOUKO-2eHeMUYH020 KoHcynbmysanns. Panus eéepugixayis CBb 0ae moocnugicms cxnacmu
iHOUBIOYANHUT NPOSHO3 WOOO0 JCUTMSL MA PO3GUMKY OUMUHIUL, & MAKOJHC CB0EUACHO GUIHAYUUMU ONTNUMATLHI WIIAXU JIKYEAHHS
ma aoanmayii; Hadaeamu KOHCYIbMAamueHy 00nomMo2cy OamvKam npu nIaHy8aHHI HACMYNHO20 HAPOONHCEHH dimell Y POOUHI.

Kniouoesi cnoea: cunopom Binvamca-Boiipena; 6podoiceni 6adu po3eumxy; cmenos iezenesoi apmepii; HaOK1ananHull
cmenos aopmu; einepranvyiemis; negppoxanvyunos;, FISH-uemoo; cen enacmumny ELN.

Bctyn

VY 3B’13Ky 3 IIMPOKHUM BIPOBAKEHHSIM B IIPAKTUYHY
OXOPOHY 3/10POB’SI MOJIEKYJISIPHO-TEHETHYHIX METO/IB 10~
CITIIDKCHHS 3’ IBIUIACS MOXITUBICTE JIarHOCTYBATH PiIKiCHI
CIaJIKOBI CHH/IPOMH Y TIAII€HTIB 13 BPOKCHUMH Ba/IaMH
po3BuTKy (BBP) cepiist Ta HUpOK. 3 TeHETHYHOT TOUYKH 30pY
BBP sBitstitoTs c00010 reTeporeHHy IpyIty i MOXYTh 3yCTpi-
YaTHCS Y BUIVISI 130JIbOBAHUX, CHCTEMHHUX Ta MHO)KUHHHIX
BaJI pi3HOI eTiosnorii. Ho3omoriuny npuHaiexHicTh BpoJI-
YKEHOT IaToJIorii iHO/I Ba)KKO PO3Ii3HATH Y paHHBOMY BIlli,
TOMY HasBHICTb MHOKMHHUX BBP, BHyTpimtHBOyTPOOHOT
rinotpodii, XapakTepHUX CTUTM JU3eMOpioreHesy € mo-
Ka3aHHSAMHM JUISL OISy JIiKapeM-reHeTuKoM. CBoedacHa
JIarHOCTHKA TeHETHYHUX CHHIPOMIB JIoTTIoMarae 6aTbkam
JI3HATHUCS MPO MPOTHO3 PO3BUTKY 3aXBOPIOBAHHS, OTPHU-

MaTH PEKOMEHAIIi0 MO0 HACTYIHOI BariTHOCTI. Jlikapi
OTPUMYIOTH 1H(OPMAIIITO PO JOIUTBHICTH 1 TEPMIHH OTTe-
PaTHBHOTO BTPYYaHHS, MOXKIIMBI YCKJIIHEHHSI Ta BU3HAYA-
F0Th TAKTHKY MOAAJBIIOTO BeeHHs narienTa [1-4].

MeTa — npecTaBUTH pe3ylbTaTH JiTepaTypHOro Io-
LIYKY Ta IIPOAEMOHCTPYBATH KIIIHIYHE CIIOCTEPEIKECHHS
cunapomy Binbsimca-boiipena y 10-T1 Mics[9HIX MOHOXO-
piadbHUX OJU3HIOKIB 3 BPOJDKCHUMHU BaJaMH PO3BHUTKY
CEepLEBO-CyAMHHOI CHCTEMH B MOEJHAHHI 3 MaTOJIOTI€I0
HUPOK Ta JIOIATKOBOIO CEJIC3IHKOIO.

Busnauenns. Cunnpom Binbsimca-Boiipena (CBB) /
Williams-Beuren Syndrome (WBS) (OMIM #194050) —
TCHETHYHUH CHHJPOM, SIKMI BUHUKA€E B PE3yJbTari reMi-
3UroTHOI fesnenii y xpomocomi 7011.23 i Bxirovae crie-
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uudivani perorur: «obnmuyus enbha», BBP ceprenoi
CHCTeMH (HaJKIIaaHHUH a0pTalbHUI CTEHO3, CTEHO3 I1e-
pudepHYHUX JEreHEBUX apTepiit), pO3yMOBY BiICTATICTB,
SHJOKPUHHI nopyuieHHs (iHaHTHIbHA TiepKaIbLieMis,
rimoTupeos), 3ydouienenHi anomanii [4-6].

Eniaemionoris. Yactora 3axBoproBaHHs CTAHOBUTb
1:7500-10000 HOBOHapOmKEHUX. XJIOMYUKH Ta JiBYaTKa
BPaXKAIOThCS OJJHAKOBO YAaCTO, OJIHAK YOJIOBIKM YaCTillIe
MalOTh Cepil03Hi cepleBi 3aXBOPIOBAHHS, 0COOIMBO HaJ-
KJIaMaHHUIT aopTanbHuii cTenos [4, 7, 8].

IcTopisa. Williams J.B 1961 p. ta A.Beuren 8 1962 p.
OIKCAJTK CHHJIPOM He3allexHO ouH Bix oanoro. Williams J.
31 CBOIX MAIi€EHTIB BUALINB IITCH 3 TOMIOHUMHE TeeKTaMu
CepIIeBO-CY/IMHHOI CHCTEMH, 3 XapaKTEePHOIO 30BHIIIHICTIO
Ta pO3yMOBOIO Bijcrtanictio; Beuren omnucas nmomiOHui
CHHJIPOM 3 JIOIATKOBUMH O3HaKaMM 3yOONIETICTHUX aHO-
Maliii i cTeHo3y mepudepuyHoi JereHesoi aprepii [4, 9].

ETtionaToreHes. I'enernuny npuunny CBB Oyio
Bimkpurto B 1993 p. 3axBoproBaHHS NIOB’ I3aHE 3 ICTCIIIEI0
ninsgakn Xpomocomu 7(11.23 mo 3HaXOaUTHCS B KPUTHY-
wiit oomacti CBB (puc. 1) Ta yacto 3a3Ha€ meperpyyBaHHst
Yyepe3 HasBHICTb BEIMKHUX CKIIQJHUX CeTMEHTHHUX JyIUTiKa-
1T, SIKi Ha3MBAFOTHCST MaJIOKOMiHHUMH TToBTOpamu (MKIT).
3araneHuit po3mip nenerii mpu CBB xonnBaetbes Big 1,5
10 1,8 Mb. Brpauena misistHka MOYXe OXOTUTIOIOTE OITH3HKO
28 reniB. Kopemsmist penorun-renotum npu CBB Bimoma
Jutst HacTynHUX TeHiB: ELN —narosnoris ceprieBo-cyanHHOT
cuctemu; LIMK1- nopymieHss Bi3yaJlbHO-TIPOCTOPOBUX
mi3HaBaJIbHUX 3110H0CTEH; GTF2| — 3HIKCHHS IHTCIICKTY;

STX1A - BuBIIbHEHHSI HEfipoMetiaTopa Ta CeKpeLlis iHCyIi-
Hy; BAZ1B - 6imox BAZ1B, 110 3B’ s13y€ penenTop BiTami-
Hy D; CLIP2 —nopymenus ¢ynkuii mo3ouka; GTF2IRDI -
kpaniodaniansHi ocodmmBocti; NCF —3MeHIIeHHS pr3uKy
rimepronii [7,8,10-12]. TocmimkeHo, o ramioHe0cTaT-
HicTh reHiB npu CBb cuHapoMi npu3BOAUTE 1O THIIOBOTO
Ju3Mopdi3mMy 00IHYYst, OpaIbHUX aHOMAJTIH, @ TAKOXK 10
aQHOMaJIill PO3BUTKY HUPOK, IITYHKOBO-KHIIIKOBOTO TPAKTy
[13]. He BusiBieHO O3HAK acoriamii CrierupiaHnx CHMII-
TOMIB i3 MOXO/KEHHSIM JIeNellii Bi 6arpka un matepi [14].

Yacrime 3a Bce JaHUH CHHIPOM BUHUKAE CIIOPAIMYHO,
TOMY PU3UK MOBTOPHOTO HAPOJKEHHS TUTHHHU 3 TAKUM Ca-
MHUM 3aXBOPIOBAHHIM B POIMHAX, /I BIKE € OJ[HA TUTHHA
3 CBB, B mepeBakHiii 61IIOCTI BUTIAIKIB, OLIHIOETHCS SIK
Hu3bKuit. CiMeliHi popMH yCIIaaKOBYIOTECS 38 2y TOCOMHO-
JOMIHAHTHUM THIIOM YCIIaJIKyBaHH:. Bucokuii pusuk Ha-
pomxennst autuHu 3 CBB y mrozeid, siki crpakaaioTh Ha
Leil CHHAPOM, a TaKoXK y HOCITB 30ajJaHCOBaHOI XpPOMO-
COMHOI mepeOyI0BH, sSKa 3a4ilae YaCTUHY XPOMOCOMH 7
(7911.23). BeaxaeThes, IO iCHY€ CMAIKOBA CXUITBHICTD J10
CBBb, sika 06yMOBIICHA HasBHICTIO TEHOMHOTO BapiaHTy, 10
MOXKE NPU3BOJMTH /10 Mikpozeneniid. CragKoBuii xapak-
Tep MiATBEPKYETHCS TAKOK HASIBHICTIO OJJTHAKOBUX O3HAK
y ofiHOs#TIeBUX OMU3HIOKIB [4, 15].

CBb € MyabTUCUCTEMHUM PO3JIaJI0M, OJTHAK CEPIIEBO-
cyanHHi aHomantii, siki npucyTHi y 80 % natieHTiB, € OCHOB-
HOIO IIPUYHMHOIO 3aXBOPIOBAHOCTI, IHBAJIITHOCTI Ta CMEPTHO-
cri [6, 16-18]. Octanni po6OTH CBiq9aTh PO Te, 10 HECTaya
eJIACTHHY TIPU3BOMTD JI0 aHOMAJIBLHOTO OKPYXKHOTO POCTY
apTepiit ckopilie, HiK Tinepruiasis rIagkoM sS30BHX KJTi-
THH cynuH. L{i HOBI BIKPUTTSI MOXKYTb TIPH3BECTH JI0 3MiH
y MalOyTHIX MEANYHHUX METOIax JiKyBaHHs [6].

Puc. 1. Mikpogeneuis xpomocomu 7 11.23, sika noB’si3aHa 3 peHOTUNAMM
cuHppomy Binbamca-Bonpena [10]
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KniHiuHi nposBwm

AnTponomerpuuni nokazuuku. [Ipu CBb moxiusi
JIerKa BHY TPIIIHBOYTPOOHA 3aTPUMKa PO3BUTKY Ta MIKpPO-
nedaris [1, 4, 19]. ITicast HApOmKEHHs Y HEMOBJISAT YacTO
CIIOCTEPITraloThCs 3aTPUMKa PO3BUTKY, HU3bKHI 3pICT Ta
maca Tina (B cepenabomy 2700 1). Bupaxkene 3HIKESHHS
TemIliB (Pi3MYHOTO PO3BUTKY IPU JaHOMY 3aXBOPIOBaHHI
BIZIMIYa€ThCS paHo — B niepiui 2-3 poku xurtst, y 70 % ni-
Tei oraHuii MPUpPICT TOBKKUHK Ta MacH Tija criocrepira-
€ThCS JI0 4-X POKIB, B IONAJIBIIOMY HIBUAKICTh JIHIHHOTO
POCTY CTaHOBHUTH 75 % BiJl HOPMH, BiI3HAYAETHCS KOPOT-
Kuit myoeprarHuii cTpuboK pocty. Pict B opociomy Biti
He nepesuinye 155-160 cm. [Torana mpudaBka Macu Tijia
4acTo 00YMOBJICHA TPYIHOIIIAMH 3 TOIYBAHHSIM BHACIIIOK
nucarii, racrpo-e3odaranbHoro peduirokcy, abromMiHab-
HOTO 0OJILOBOTO CHHIPOMY, ITOB’A3aHOTO 3 XPOHIYHUMHU
3akpernamu Ta/abo imioMaTnaHOO Tinepkansiriemiero [19].

IIcuxomoTopHuii po3BuToK. HepBoBo-ncuxiuHmit
PO3BHTOK TaKUX JiTel CYTTEBO 3aTpUMy€eThCsl. CaMOCTIHHO
XOJINTH BOHH MOYHHAIOTH B 2-3 pOKHU. XapaKTepHi JIerki He-
BPOJIOTiYHI MOPYIIICHHSI (JIeTKa CrIacTUYHICTh, TOPYIICHHS
KOOPAMHAIIT pyxiB, M’S130Ba TIilIOTOHIS); MOXIIHBI CITa0KO
BUPaXKEHI 03HAKH JAUTAYOTO repedpansHoro mapatiay [20].
CrpuiiHATTS Ta pyXxoBi (QyHKIIT 3HMKEH] CHIIbHILIE, HIXK
nam’Th Ta MOBHUH PO3BUTOK. B mepirri poku KUTTS IITH
BIICTAIOTh y MOBHOMY pO3BUTKY. O/1HaK y 5-6 pokiB MoBa
PO3BUBAETHCS, MATIOKU 0Araro roBOPsTh, OJHAK CTPAKIAE
3MICTOBHHH OiK MOBH. Y OUIBII CTAPIIUX TITEH MOXKYTh
OyTH CYIyTHI IICUXIaTPUYHI PO3JIaH, BKIFOYAIOUN 1HTE-
JIEKTYaJIbHY BIICTAJICTh, CHHAPOM JIe(ilUTy yBaru 3 rimne-
PaKTHBHICTIO, 00CECHBHO-KOMITY/IbCUBHUI p03J1a1 abo re-

Hepalli3oBaHuil TpUBOXKHUH posnan [7]. CepenHe 3HAYCHHS
1Q craroBUTH 58 6ariB, IO BiAMOBIAA€ TETKOMY CTYIICHIO
omirodpenii. [HTenekTyanbpHe BificTaBaHHS HEPIIKO CYTIPO-
BOJDKYETBCS TIOPYIICHHSM PIBHOBAru Ta KOOpAMHALIT py-
xiB. EMomniitHa cdepa xapakTepru3yeThest IpyKeMo0HICTIO,
KOMYHiKaOeIbHICTIO, TPHBOXKHICTIO [1, 4].

TonoBa, o6nuyus, 3you. 11i nanieHTH MarOTh 0COOIHBY
OynoBy o0miyust («o0auuyst enb(ar): MUpPOKe Y0II0, PO3-
XOJDKEHHsI OpiB 10 cepe/THil JIiHii, biTeMmopalbHa IIepruop-
OiTarbHA HATUIIKOBICTh, MAJICHEKHI HIC 3 BIIKPUTUMHU
HI3APSIMH, IIMPOKA BEPXHS IIEJIeNa, ByXa, 10 CTUPYaTh,
OITyIIEH] JOHHU3Y MOBHI IOKH, BEJTUKUH POT 3 TOBHUMH
ry0aMu, CIUIOIICHE MEPEHICCS, MITACKUH Ty KIHIHK
HOCa, MaJICHBKE 3aroCTpeHE Mig00opiaas, Toryoi odi Ta
MPHUITYXJTCTh MOBIK (prc. 2). OcoOnMMBOCTI 06IMYYs PO3IIi3-
HAIOTHCs MPUOII3HO Y Billi 3-4 MICSIIIB Ta CTAIOTh IBHIMU
B IPYAHOMY Billi Ta paHHBOMY AUTUHCTBI [1, 4]. [lauienTn
3 CBb vacto MaroTh HeNpaBHILHUH MPUKYC, MIKPOTHATIIO,
HeTpaBWIbHY (OpMY 3yOHHX JYT, BUPQKEHY CKYMUCHICTh
3y0iB 200 jiacTemy, TiIOJOHTII0, MIKPOIOHTIIO, YaCTKOBY
ayonTito (40 %), rimorutasito emai. J{yist giteit crapuioro
BIKy XapakTepHi piaki 3you [13, 21].

3ip, cayx. Y IUTUHCTBI MAIi€HTH MOXYTh MaTH iH-
(exmii cepeHBOrO ByXa Ta mpodiemu 3 30pom. Hacro 3y-
CTPIYaIOTHCS TOITYO1 palIyKKH 3 31p4acTUM MaJIFOHKOM,
kocookicTh (50 %), KOPOTKi OYHI IIITHHH, aMOITiOMis,
TOpyIIEHHs pepakiii, MaToIoTivYHa 3BUBHCTICTD CyINH
citkiBku [13]. [TinBumieHa 9y TIUBICTD 710 3BYKY CIIOCTE-
piraerscst y 90 % naunienris i3 CBB, mporpecyioua cenco-
HEeBpaJbHA BTpara ciyxy —y 63 %; omucani Takox rire-
paxy3isi, OMHAKY3isI, CIyX0oBa ajuioiHis Toruo [5, 8, 22].

Puc. 2. deHoTunosi o3Haku cuHagpomy Binbsimca-BolipeHa [23]

CepueBo-cyIMHHA CHCTeMAa. YPaKeHHs CepLeBo-
cyaunHoi cuctemu nipu CBB criocrepiraersest B 53-100 %
BUII4/IKIB Ta MTOB’3aHO CaMe 3 eTaCTHHOBOIO apTePiOTaTi€ro.
Ha mepmiomy portti >KUTTS TiaTHOCTYIOTHCS BPODKEHI BaIn
ceprist (HaGIMBIT YacTO — HANKIAIAHHUN CTEHO3 a0pTH
(55 %) ta crenos nerereBoi aprepii (60 %). o iHmux

CTPYKTYPHHX aHOMAJiH, sIKi 3yCTPIYarOThCS Y MAIIIEHTIB 13
CBB BigHOCATBCA: TeEKT MIKIIUTYHOIKOBOT IEPETOPOIKI
(8-21 %), mpomancmitpansHoro Kianana (15 %) ta aop-
tanpHa HepocTatHicTh (10 %), rimomtasis aoptu [6, 7, 17,
18]. 3 2-5 pokiB BUSBISETHCS TimepTpodiuHa Kapiomiona-
TisT, 9aCTO PO3BUBAETRCS apTepianbHa rimeprensis (40-50 %)
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[5, 12, 17]. HectpykTypHi ceplieBO-CyAMHHI POOIEMH, SKi
€ TIOIIMPEHNMH, BKJTIOYAIOTh CHCTEMHY TillepTeH3iI0, sIKa 3y-
crpivaersest y 40-50 % xBopux [11, 16]. Creno3 HUpKOBOT
aprepii 3ycTpivaeTsest y 7-58 % martienTiB i Moxxe OyTH 3Ha-
4yIuM (JaKTOPOM PO3BUTOK CUCTEMHOI rineprensii [6, 11].
3a pesynbraTtaMu J0CHiKeHHs [ eTTIHreHChKoTo YHIiBep-
cutety (HiMeudrHa) BiJoMO, 1[0 BUIIAKH PalTOBOT CMEpTi
y Tali€eHTiB ki cTpakaarots Ha CBb cranoBmsars 1:1000
TIAMi€HTIB 1 YaCTO MOB’A3aHi 3 3aCTOCYBaHHSM CEJaTHBHUX
npenapariB abo aHecresii i yac kapaioxipyprii. Jlaanit
nokaszHuK y 25-100 pa3iB BUmmi, HIX y 3araipHii momy-
Jsuii BianosigHoro BiKy [6, 8]. Ho dakropi, siki noB’si3aHi
3 BUCOKUM PH3HKOM 3YIIMHKH CEPIst Ta CMEPTI B OLTBIIOCTI
BUIT4/IKaX BIJHOCSATDH JBOCTOPOHHIO OOCTPYKIIiIO BUX1THOTO
TpPaKTy Ta CTCHO3 KOPOHAPHUX apTepiii [6, 16, 17].
OmnopHo-pyxoBmii amapar Ta 3B’si3ku. Y miteii 3 CBb
YacTo CIOCTEPIraloThest M(y3Ha M’ s130Ba MIIOTOHIS Ta OB’ sI-
3aH1 3 HEI0 3MIHH CKEJIETA: JIOBTa IIIHsl, HU3bKa TaJisl, OIyIIeH]
TuIedi; By3bKa Ta BITajia Tpy/IuHa, Kipockoris, Tinepiopaos;
X-1moiOHI HOTH, CIDIOMICHHSI CTOII, KITUIIOHOTICTh, BAIIBTY-
cHa aedopmartist I-ro naneis Ha cronax [1, 4]. Buacmigok
JIMCTUIA3ii CIIOTyYHOT TKAHWHHU YaCTHMH € TTaXO0BI Ta ITyIKOB1
TPYKi, ANBEPTUKYITN KUIICTHNKA, CEIOBOTO MiXypa, TIPOJIaric
npsiMOT KUIIIKH, TinepMoOibHicTs cyriodis [20]. Xapakrep-
HOIO O3HAKOIO € CKPHITyYHi TeMOp roJiocy, 1o I0B’S3aH0
3 MOPYIICHHSIM eJIaCTHYHOCTI FONOCOBUX 3B 530K [21].
Hupxku ta cewousinni musaxu. [Tpu CBbB onucani
HACTYMHI 3MiHU 3 OOKY HUPOK Ta CEYOBHMBIIHUX IS~
XiB! TUBEPTHKYJI CEYOBOTO MiXypa, TiloIia3is HUPKH,
MiXypOBO-CEYOTOUHUKOBHH PEQIIIOKC, TIMEepKaIbIiypis,
He(pOKAIBIIMHO3, HepOITiTia3, HUPKOBA HEIOCTATHICTh
[24]. Pu3uk cTpYKTypHUX aHOMAITiii HUPOK i CEYOBUBITHUX

nuUIsIXiB 30inbIIyeThest B 12-36 pasis npu CBb nopiBHsHO
3 HOpPMaJIbHOO monyJswieto [25, 26].

Enpnoxpunni nopymenns npu CBb BkirowaroTs i1io-
MaTH4Hy rinepkajbliemiro (y 15-50 % xBopux), rinepkaib-
uiypito (y 30 %), rinoTupeos, paHHE cTaTeBe T03PiBaHHS;
y JIOPOCINX MOXJIMBHH PO3BHTOK ITyKpoBoro miabdery. I'i-
TIepKaJIBIIEMIsI CIIPHSIE PO3PATOBAHOCTI, OJIIOBOTI, 3aKpe-
ram, M’sI30BUM cygomam. [inepkanbiiypist MoXe yCKIa-
HIOBaTHCSl He(hPOKAIBIIMHO30M Ta He(hpOJIiTiazoM, y Bax-
KUX BHIAJKaX 3 MOPYLICHHAM QyHKUIT HUpOK [5, 24-26].

kipa Ta ii npuaaTku. Y xgiteit 3 CBb MoxyTs crio-
cTepirarycs KBOJIa IIKipa, TiIomuiasis HirTiB, paHHs CHBHHA
BoJioces ronosu [1, 4, 21, 27].

[IryHKOBO-KHIIKOBUH TPAKT. Y Tepmri 2 pOKH KHUTTS
JITH ITOTaHo 11Tk, Y HUX YacTo OyBae OJIFOBOTA, 3aKpeTy,
SIKi 3MIHIOFOTBCS Jliapeero. BOHU MOCTIHHO BiAYyBalOTh
crpary. Hepinxo 11i 03HaKH MO€AHYIOTHCS 3 TOPYIICHHSIM
0OMiHYy PEYOBHH: ITiJIBUIIICHHS B KPOB1 BMICTY KaJIBIIIO Ta
xosectepuny. Ha 3-My porti )KUTTsSI COMaTHIHUI CTaH JiTel
TTOKPAIIYETHCSI, ajie OLIBII ICKPABO MPOSIBIISIETHCS BiJICTa-
BaHHS B IICHXOMOTOPHOMY PO3BHUTKY [4, 8, 21].

AOnOMiHATHHIH OONBOBUN CHHIPOM HEPIIKO BiaMi-
yaeTbes y nitelt i3 CBB. Cepen MOXIMBHX PUUYMH HOTO
MOSIBH — peITIOKC-e30(ariT, rprrka CTpaBOXiJJHOTO OTBOPY
niadgparmu, BUpa3koBa XxBopoba nuryHka ta 12-manoi
KHIIKH, iMIeMi9Ha XBOpoOa KHUIIKIBHUAKA, XPOHIYHUH 3a-
Kper, AUBEPTUKYJIT To1o [4, 21].

B moctynHux HayKOBUX JKepeiax HaBOJIUTHCS TPH
CUCTEMH OIIHIOBaHHS KJIIHIYHUX O3HAK JUISl HEPBUHHOT
niarnoctuku CBB [28-30]. V tabnuui HaBeaeHi kpurtepil
cunapomortoriunoi giarnoctuku CBB 3rigHo of American
Academy of Pediatrics (2001) [31].

Tabnuus

CucTtema ouiHioBaHHA cheHoTMNy Ans giarHocTuku CBB [31]

PicT, po3BuTOK, Xap4yBaHHS (B aHaMHe3i Ta Hapasi)
(3 35 nyHkTiB—1 6an)

IMepeHoweHicTb Ginblie 41 TnxX.

PicT Ta Bara meHwwe 5 nepueHTuni

BntoBoTa Ta ractpo-e3odareanbHMNPedoKC

TpvBani koniku (TpyBanicTio GinbLe 4 XBUNMH)

S B Il N [

XpOHiYHWI 3aKkpen

MoBepniHka Ta HEPBOBO-MCUXIYHUI PO3BUTOK
(3 3 6 nyHkTIB— 1 Ban)

HagmipHa gpyxentobHicTb

lnepakysis

TpPUBOXHICTb

3aTprmMKa po3BMTKY Ta po3yMOBa BiAcTanicTb

MopyLieHHs 30poBOi opieHTaui

@GR W (N

3aTp1MKa pO3BUTKY MOBMEHHS 3 HACTYMHOK HaAMIPHO rOBIpMMBICTIO

YepenHo-niueBi 03HaKu
(8 3 17 nyHkTiB — 3 6ana)

bitemnopanbHe 3BY>XEHHS (CTUCHEHHS)

EnikaHT, nnacke nepexiccs

CT1pabi3m (Hapasi Ta B aHaMHesi)

KopoTkuii Hic Ta «BigKpUTI» Hi3api

[oBHI WOKM

[osrun instp

ManeHbKi LUIMPOKO po3cTaBrieHi 3you

LUnpokuni pot

OO NG| WIN|=

. Benuka mo4yka Byxa

10.LLUunpoke vono

11.Mpunyxni NnoBikn

12.3ip4acTunin MantoHOK pangyxkm
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13.MpunigHATUI KiHYMK HOCca

14.TMnonnais BUNM4YHOI KICTKK

15.Myxni ry6m

16.HeBipHUIN npuKyc (Manoknosis)

17.ManeHbKa Lienena

CepueBo-cyanHHa cuctema — AaHHi ExoKl
(1 3 2 nyHkTiB — 5 6Ganis)

=

HagknanaHHui CTEHO3 aopTu

2. CTeHo3 rinok nereHeBoi aprtepii

CepueBo-cyanHHa cuctema
(1 3 3 nyHkTiB — 1 6an)

=

IHWI BpomxeHi Baau cepus

N

Cepuesuii Liym

w

linepteHsis

[vcnnasisa cnony4yHoi TKaHUHK
(2 3 6 NnyHKTIB — 2 Bann)

Xpunnun ronoc

[MynkoBa kuna

OMBEPTUKYN K1eYHMKa abo ce4oBoro Mixypa

[oB.ra wunsa abo noxuni nneui

ObMmexeHHs1 abo po36oBTaHiCcTb cyrnobis

OATA (WIN =

BunagiHHa NpsMOi KMLLKK

PiBeHb kanbLjto
(1 3 2 nyHKTIB — 2 Bann)

1. linepkanbuiemisa

2. linepkanbuiypis

BinmoBigHO 0 MpeACTaBICHUX KPHUTEPIiiB, AKIIO
olliHKa MeHIe 3, cuHApoM Binbsimca-bolipena manoiimo-
BipHUH; sKIIo 0ax >3, ciix po3misHyTH aHaiiz FISH.
Cepenniit 6an st CBB cranosuth 9 (crangaprHe Bij-
xuneHHs 2,86). [Ipu BUsBIEHHI HAJAKIANAHHOTO CTeE-
HO3y aOpTH MAIli€HTa CJiJ HAIPABUTHU JI0 TCHETUKA JIJIs
MOJICKYJSIPHO-TEHETUYHOT0 10oCiiKeHHs [31].

[iarHocTuka. Ipu migospi va CBB HeobxinHO mpo-
BECTH KOMILIEKCHE OOCTEKEHHsI, SIKe BKJIIOYAE. OLIHKY
(I3UYHOTO Ta IICUXIYHOTO PO3BUTKY; BU3HAYEHHSI Y CUPO-
BaTLi KPOBI PIBHS KaJIbIIil0, a30Ty CEYOBHHH, KPEATHHIHY,
TUPEOTPOIHOTO TOpMOHY, BUtbHUX T3 Ta T4 ropMoHiB,
PIBHS IIYKPY; IPOBEICHHS O0TO-aKyCTUYHOI eMicii/aymio-
rpamu; onisig ouHoro aHa, ExoKT, enexrpokapaiorpamu
[21]. Ons migrBepkenns aiarno3y CBB cin npoBectu
MOJIEKYJIIPHO-TEHETUYHE TECTYBAaHHS. MMOUIYK AeJemii
B perioHni 7011.23 meronom ¢ayopecueHTHOT ridpuu-
samii insitu (FISH). Xpomocomuuii MikpoMaTpu4IHHit
aHaJIi3 — Cy4yacHUH JIarHOCTUYHUH TeCT, SKUI Moxe OyTH
BUKOPUCTAHUU IS BUSIBIICHHS JeJICIi] Ta BU3HAYCHHS 11
posmipy [7, 18, 21, 32, 33].

[arientn 3 CBB yacTiiie noTpamisitoTh y Mojie 30py
CICIIAJICTIB Y AUTHHCTBI. 32 JAaHUMU JOCTYITHOI JTiTepa-
Typi CBB miarnocryerbcst 3a3Bu4ail y 1iTell BIKOM crapiie
poxky. CepeHiii Bik Ha MOMEHT [TOCTAHOBKH J[iarHO3Y TPH-
0JM3HO CTAHOBUB 5 poku: 1 pik —y BUINAAKy HasBHOCTI
BPODKEHHX BaJl PO3BUTKY cepiis, Ta 10 pokiB—y pa3i po3y-
MOBOI BiZICTANOCTI Ta/abo aHOMAIBHOTO HEHPOTICHXOIOT Y-
HOTO NMpodiyto 6e3 0YeBUIHUX BPODKEHUX B/l PO3BUTKY
cepis [32]. Bik maitieHTiB, y SIKOMY BIepIliC BHSBISIOTH
CBB, 3HM3uBCS y KpaiHax 3 MIHPOKUM BUKOPUCTAHHSM CY-
YaCHUX MOJICKYJIIPHO-TEHETHYHNX METO/IIB 00CTEIKESHHS —
FISH Ta xpomocomHn#t Mikpomarpuunuii anamis [8, 21].

OndepeHuinHa giarHocTrKa. BaxximBo BUKIHOYH-
TH 1HIII PO3JIaJIM HEPBOBOI CUCTEMH, SIKi MOXKYTh HarayBa-

tn CBB: ¢eTanpHmii ankoroinbHu cHHAPOM, cuHApoM Jli
Joxopmxka (neneuis 22011.2), cunapom HyHaH, curapom
Cwmita-Marenesuca, cuaapom KaOyki, cuanpom Mapian-
Ja. AyTOCOMHO-IOMIHAHTHHIA HAIKJIAITAHHUHA a0pTaTbHAN
CTEHO3 € IIIe OJIHUM 3aXBOPIOBAHHSIM, SIKE CJIiJl BUKITIOUHUTH,
OCKIJIBKH BiH SIBIISIE OKPEME 3aXBOPIOBaHHS [7].

NikyBaHHA. EdexrrBHE MiKyBaHHS Ta CIIOCTEPEKCH-
Hs niteit 3 CBB BuMarae Mi>KAUCHIUIUTIHAPHOTO MiAXOIY
Ta KOMaH/¥ CIELialiCTIB 32 HACTYITHUMHU HAIPSIMKaMH:

1. Menuko-reHeTHYHa A0MOMOTa BKIIIOYA€E MEINKO-
FeHETUYHY KOHCYJbTALII0 POAMH B SIKMX € XBOPUU Ha
CBB,; Bu3HaueHHsI TeHETUYHOTO Ie(DeKTy Ta BepudiKkalliro
niarno3y. Slkmio onuH i3 6arbkiB mae CBB, abo € HocieM
30ajaHCcOBaHOI XPOMOCOMHOI 1epedya0BH, sKa 3adilae
qacTuHy Xpomocomu 7 (7q11.23) — pekomeHIy€eThCS mpe-
HaTaJbHE MOJICKYSIPHO-TEHETUYHE JOCIIPKEHHS IOy
[21, 23, 29].

2. KappioJsiorist Ta kapaioropakaabHa xipypris:
npu HapomkeHHi faitu 3 CBB vacto motpedyroTs kapio-
JIOT1YHOT JIOTIOMOTH 3 NMPUBO/Y HaJKJIAllaHHOTO CTEHO3Y
A0PTH, 1110 BUMArae orepariii Ha BiIKPUTOMY Cepili Kap/io-
TOpakanibHUM Xipyprom. [Ticist onepaiiii namieHTH TOBUHHI
nepeOyBaTy Mijl peTeJIbHUM HAIVIII0OM Kapaiojiora uepes
PHUBHK rinepreHs3ii Ta aprepionarii, SKi TAKOX MOXYTh
MPU3BECTH JI0 CTEHO3Y JISTCHEBOI apTepii, HeIOCTaTHOCTI
MITpPaJbHOTO KJIalaHa Ta CTeHO3y HUPKOBOI apTepii. KoH-
CepBATHBHI JIIKyBaJIbHI 3aX0/1 3 BUKOPUCTAHHSM TiIlo-
TEH3MBHUX NPeENapariB MPOBOASTHCS 3 METOIO JIIKYBaHHS
aprepianpHoi rineprensii[5-10, 11, 16-18, 21].

3. EHIOKpHHOJIOTIsI: €HOKPUHOJIOTY YaCTO JIIKYIOTh
rinepKasbIieMito, TITOTUPEO3 1 3HWKEHHS POCTY Y HALli€H-
TiB 13 CBb. Uepes pusuk rinepkaibliemMii He0OXigHa MO-
Jdikarist JieTv Ta 30UIbIIeHHS MUTHOTO peskumy Ha 50 %
OlsIbI1Ie BIKOBUX NOTPEO, IPU3HAYEHHS IPenapariB MarHito,
a TAKOXK 3aCTOCYBaHHs IPH HEOOXITHOCTI MepOpaIbHUX
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KOPTHKOCTEPOifiB a00 BHYTPIIIHHOBEHHE BBEACHHS Oi-
¢docdonarie (mamigponar). PiBeHb KaNblil0 y Mali€HTiB
BHMarae peTeIbHOT0 KOHTPOJIO, OCKUIBKH Ji€Ta 3 HU3b-
KHMM BMICTOM KaJIBIIiI0 MOXKE TPU3BECTH J0 paxiTy. SIKIIo
OYEBUIHUH HU3bKHUHN 3pICT AUTHHU, JTIKyBaHHS TOPMOHOM
POCTY TaKoX Moske OyTH KOPHCHOIO. EHTOKpHHOIIOT pery-
JISIPHO KOHTPOJITIOE PiBEHB NITIOKO3H Ta (PYHKIIIIO IIUTOBH-
Hoi 3ano3u. Jlitam i3 CBbB wacto norpidna 3amicHa Tepartist
rOPMOHAMH [IMTOBUIHOI 3a03u [7, 19, 21].

4. Hedposorisi: SKII0 BHACIIIOK TiepKaIbIiypil po3-
BHBA€ETHCSI KOHKPEMEHT Y HUPKAX, HEOOX1THO 3BEpHYTHCS
10 Hedporora Juist IpoBeIeHHs JiToTpHIcii [21, 24-26].

5. TacTpoeHTepOJIOTis: HAPABICHHS 10 TaCTPOCHTEPO-
JIoTa € BUTPABIAHUM JUIS JITEH, SIKi MAIOTh ITPOOJIEMH 3 To-
JTyBaHHSIM, OCKLTBKH iM MOYKE 3HAIOOUTHCS TTOCTIHHUIA 30H]I.
JlikyBaHHS CHHIPOMY a0/IOMIHAIEHOTO OOJIIO MPOBOIUTHCS
B 3aJI©KHOCTI BiJI IPUYKH #oro po3BUTKY [5, 21, 23, 33].

6. [ieronoris: HeMOBIsATa 3 TPOOIEMaMH BUTOIOBY-
BAHHS YacTO MOTPEOYyIOTh JTIKyBaHHS 1 KOHCYJbTALI] 3 ie-
Tosorom [21].

7. TlcuxiaTpisi: peKOMEH/y€ThCsI TICUXiaTpuiHe 00cTe-
YKEHHI, 11100 BU3HAYMTH OTpedy B MEIMKaMeHTax abo MCHxo-
Tepanii st JTiKyBaHHsI CYMyTHiX IICHXIYHHX po3naiis [2, 23].

8. Cromaroiorist Ta OPTOIOHTISI: Uepe3 PU3HK HEIpa-
BUJIBHOTO TIPUKYCY Ta 3yOHHX aHOMAJIH TaKOXK PEKOMEH Ty~
€ThCsI 3BEPHYTHCSI 10 OPTOIOHTA Ta/abo cromaronora [13, 21].

9. JlomoMmixKHi mMoCJayru: y 3B’ 513Ky 3 HOPYUICHHIM
HEPBOBOTO PO3BHUTKY Ta IHTEJIEKTYAIbHOIO BiJICTAIICTIO
aiti 3 CBB 9acto nmotpeOyroTh crierianbHIX OCBITHIX IPO-
rpam, eprotepartii, Gpiznanoi Teparii, Joromenii i ceHcop-
Hoi inTerparii [2, 3, 8, 15]. Jlns Bcix giteit 3 po3nagamu
HEWPOPO3BHUTKY PEKOMEHI0BaHa IIEpeBipKa CIIyXy Ta 30py.
JHitn i3 CBb MaroTs pu3uK rinepMeTportii Ta peruuBy ce-
PEIHBOTO OTHUTY; TOMY BOHH ITOTPEOYIOTh TNIAHOBOTO TEC-
TyBaHHs Ha BTpary Cciyxy Ta 3opy [2, 3, 5, 8, 13, 15, 22].

10. AkymiepcTBO Ta TIHEKOJIOTIS: BariTHOCTI JKIHOK i3
CBB BiHOCSATBECS 10 TPYIH BHCOKOTO PU3UKY PO3BHTKY
yckiIanHeHb. BaritHuM xinkam 3 CBB npoBomsaTh KoMII-
JIEKCHUI MOHITOPHHT CEPIIEBO-CYANHHOI Ta CEYOBUILITBHOT
CHCTEM Y 3B’SI3Ky 3 BUCOKHUM PHU3NKOM PO3BUTKY apHTMii,

CepLEBOi HEJOCTATHOCTI, TMEepPTOHIYHOT XBOpOOH Ta iH-
(exniit ceqoBUBiHUX NITAXiB. [IpoBeaeHHs nMpeHaTab-
HOTO Y3/I-CKpHHUHTY TUIOAY € PEKOMEHIOBAHUM JUISl Ki-
Hok i3 CBB [33].

IIporuo3. [Iporuo3 BiIHOCHO CHPUSTIIMBHIA, MOKIINBA
YacTKOBA COIiaJIbHA ajiarnTais. 3axBoproBanicTs npu CBb
3HAYHOIO MIpOIO 3yMOBJICHA HasIBHICTIO apTepiomnarii Ta
BBP cepust. [Tanientrn 3 CBb MoxyTh >xuTH Hamis- camo-
CTilHO 1 yacTo OyTH mparne3aaTHUMH [7].

Yacrimie 3a Bce CHHAPOM BHHHKAE CIIOPAJUIHO, TOMY
PHU3UK ITOBTOPHOTO HAPOJUKEHHS B POAMHI TUTHHU 3 Ta-
KHMM JK€ 3aXBOPIOBAHHSAM OILIIHIOETHCS K HU3bKHH. 11{o
CTOCY€ThCS ycnaiKyBaHHs, icHye 50 % HMOBIpHICTB TOTO,
mo 6arekn 3 CBB «mepenaryTh» Mikpoielenito cBoiM Ji-
M. SIKI10 B otHOTO 3 0arhKiB € oxHa qutuHa 3 CBB, ane
6aTbKO HE 3aXBOPIB, PU3HUK TOTO, 10 OpaT abo cecrpa 3a-
xBopitoth Ha CBB, € Hu3bkum [21].

KniHiyHun Bunapgok

VY cTarTi NpeiCTaBIeHO PiKICHUI BUIIAIOK CUHIIPOMY
Binbsimca-boiipena y MoHOXOpiallbHOT 1iaMHIOTHUYHOT
nBivHi. KitiHIYHEI BUMTAI0K OMyOIiKOBaHO 32 3r010k0 0aTh-
KiB 13 JOTPUMAaHHSM NPUHIMIIIB OI0€TUKH, 110 MiTBEp-
JokeHo rpoTtokosiom Komicii 3 6ioeTrku bykoBHHCBKOTO
JIEPI)KaBHOTO MEJMYHOTO YHIBEPCUTETY.

Ha xoHcyapTamnito 10 Jikaps-reHeTHKa JiKapeM-
JUTSYUM-HEBpoJoroM Oynu crpsimoBaHi n8i 10-tu mi-
CSIYHI JIIBYMHKY — MOHOXOpIaJIbHI JiaMHIOTHYHI OJIM3HIOKH,
3 BPO/KEHUMH BaJIlaMH PO3BUTKY, 3aTPUMKOIO (Di3UYHOTO
1 ICHXOMOTOPHOTO po3BUTKY. [1py orisil 1iBUaToK BUSIB-
JeHi crierdivHi YepenHo-JineBi 1u3Mophi3MH: eNiKaHT,
IJIacKe MIMPOKE MEPEeHICCs, KOCOOKICTh, KOPOTKUH HiC
3 BIAKPUTHMH HI3APSMH, IOBHI IIIOKH, TOBTHI QiIbTP, Ma-
JICHBKI IIHPOKO PO3CTaBIICHI 3y0H, MakpocToMis, aedop-
Mallisi ByX, IIUPOKE Y0JI0, IPHUITYXJIi TIOBIKH, 3ip4acTuii Ma-
JIFOHOK pai1y’KKH, NPHUITIHATHI KIHYMK HOCA, ITyXJI IyOu.

3a nanumu Y3/ y 000X AiBYaTOK NPUCYTHI HACTYITHI
BPOJDKEHI Ba/IM PO3BUTKY: CTEHO3 JIET€HEBOI aprepii, Bij-
KPUTHI OBaJbHUMN OTBIp, JOJATKOBA cele3iHka. bioximiu-
HUI aHaIi3 KPOBI: TilepKabLieMis.

Puc. 3, 4. ®eHoTunoei o3Haku CBB y MoOHOXOpianbHUX GIIM3HIOKIB
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Ponuunmit anamues. [ita Hapommics Ha 37-38 TrkHI
recTarii MPUPOAHIM IIITXOM BiJ] IT'sITOI HE3allIaHOBAaHOT
BariTHOCTI, sika repebirana Ha GoHi XpoHIYHOI (eTo-TuIa-
[IEHTapHOI HeAOCTaTHOCTI, onacuctocTi Il crymens. Maru
ITiJ] 9ac BariTHOCTI 3HAXOIJIACh HA OOIIKY B JKIHOWiH KOH-
CyJbTalil aKymepchKoro crarionapy. [lonepenHi BaritHOCTI
3aBEPIININCS HAPO/PKEHHSM 3I0POBUX JiTeH (XJIOMUHUK Ta
JB1 iBuMHKH). Bik Matepi Ta 6arbka Ha MOMEHT HAPO/KEHHS
nireii— 28 Ta 29 pokiB BianosiaHo. barbku 310poBi. Maru 110
3a4aTTs HE TpaIffoBaia, 0aTbKO MPAIOBaB OyIiBETHHUKOM.
[kigmuBi 3BUYKH, KPOBHOCTIOPIAHEHICTh MUTIO0Y OaThKU
3amnepeuyroTh. CIIaKoBiCTh 1O JIiHii MaTepi 00TsHKeHa HasB-
HICTIO I[yKpOBOTO JiabeTy, 0aThka — OHKOMATOJIOTI€TO0.

Icropist xBopoOwu. [leprra auTHHA 3 ABIKHHI HapoguIacs
3 macoro Tina 2050 1, gosxuHoro Tina 45 ¢cM, 00BOIOM To-
noBu 32 cM, 00BomOM TpyaHOI KiIiTkH 27 cM. OmiHka 3a
mikanorw Amnrap ckiana 8/9 Ganie. pyra qutiHa 3 ABiiHI
Haponamiacs 3 Macoro tina 2250 1, mokuHOO Tina 48 cm,
06BostoM ronoBu3l cMm, 06BOJOM IpyaHOT KIITKH 28 cM.
Ominka 3a mikanoro Amnrap ckiana 8/9 6anis. [Ipu ominii
AHTPONIOMETPUYHUX MOKA3HUKIB IepIia TUTHHA BiAIO-
Bijlayia KaTeropii aiTeil 3 Mayo Macolo TiJia 10 TEPMiHY
recraiii, Ipyra AUTHHA — KaTeropii JiTel 3 MaJlOr0 Macor
TiJla IPU HapoOJPKEeHHI. BignmosinHo 10 oniHKK Mopdo-

(yHKIIOHATBHOT 3pIIOCTI 32 HOBOIO MIKaJoo bamtapx 3pi-
JICTB JITEH Biamosigana 37 THKHAM recrarii.

Y HeoHaransHOMY TIepioni I-it 3 1BiliHI JiBUMHIII BCTAHOB-
JICHO KITIHIYHUI iarHo3: «[ imoKkcn4Ho-1meMivHa eHIedaro-
Tarisi, rocTpuid epion, cuaapomM npuraideHHs [{HC; kon 'to-
rariifHa KOBTSHHIIS, BPOJPKEHA BaJla CEpIlsl: CTEHO3 JIETeHe-
Boi apTepil (Tick 40 MM PT. CT.), BIIKPUTHI OBaJBHHUIT OTBIp
(3-4 mMm), HefocTaTHICTH KPoBOOOIry | cTyreHs; Mana Maca
TiNa 10 TepMiHy recrarii; [-ma 3 aeivH». VY 11-01 3 ABiliHI 1i-
BUYMHKH J1arHOCTOBAHO:»O3HaK! TIIOKCHYHO-1IIIEMIYHOT €H-
nedaromnarii, roctpuii mepioxn, cuaapom npurHideHHs [[HC;
CIIM30BO-THIMHHMI KOH IOHKTUBIT 000X O4ell; KOH roramiina
YKOBTSHHILS; BPOJDKEHI Bl CEpIIs: CTEHO3 JIETCHEBOT apTepii
(Trck 32 MM PT. CT.), BiIKpUTHIA OBanbHUA OTBIp (3-4 MM);
HeJ0CTaTHICTh KpoBooOiry I crymens; [I-ra 3 nBiiHI».

Ha mijcraBi KIiHIYHUX JaHUX, YSPEITHO-TUIIHOBUX [TU-
MoOp}i3MiB Ta IPOBEACHIH MOPTPETHIH JiarHOCTHI 3a J0-
riomoroto niporpamu Face2Gene Oyito 3artii03peHo CHHAPOM
Binbsimca-boiipena.

Jiarno3 Oy niarepmkenuii FISH-meTonom 3 Bukoprc-
TaHHSM JIOKYC criequ(iYHUX MITOK 10 XpomMocomHu 7 ish
del (7)(q11.23911.23)(ELN") (puc. 5,6). [lns Bu3HaueHHS
po3Mipy Jerernii Ta BTpadeHuX TeHIB PEKOMEH/IOBaHO MPo-
BE/ICHHS XPOMOCOMHOTO MIKPOMATPUYHOTO aHaJIi3Yy.

Puc. 5,6. PeaynsTaT MoneKkynsipHO-4UTOreHeTUYHOro AocrigKeHHs nepudcgepruyHoi KpoBi 6rU3HIOKIB

Jloxyc-cnenudiyai MiTku g0 xpomocomu 7: ELN
(7911.23, uepBona) Ta EGFR (7p11.2, 3enena). Bukopucrani
Habopwu duroopecieHTHHX MiToK: MetaSystems; KinbkicTs
MpoaHaizoBaHuX MeTadas st KoKHOI cymimti miTok: 20

JlixyBaHHS Ta peadinmiTanis

Kappniomnor Ta kapuaioxipypr. 1-ma 3 aBiiiHi JiBUMHKa
nipooriepoBana y Bini 10 MicsIIiB — IpoBeICHO PO3IIMPEHHS
BHUCXIJTHOT a0pTH Ta PO3MIMPEHHS KUIbIS Ta CTOBOYypa Jere-
HeBoi aprepii. 2-ra 3 JBilHI JIBYMHKA MPOOIIEpOBaHa y Billi
1 poxy — poBezieHO OIepartito BUCXiHOI aOPTOIUIACTHKH.
[Ticns onmepaTnBHOTO JiKyBaHHS JliBYaTKa 3HAXOAHMIINCS
TTiJT CTIOCTEPEXKEHHSM JliKaps-Kapaionora. Y Bimi 1 poxy 1
MICSIIISL AITH TIPOXOIMITH CTaIliOHAapHE JIIKYBaHHS y Kapio-
PEBMATOJIOTIYHOMY BiJUTIICHH] 3 IPUYMH 03HAK CEPIICBOT He-
JIOCTATHOCTI Ha (DOHI 3aJIMIIKOBO] ITATOJIOT i TiCIIs OTlepaTHB-
HOI KOPEKIIiT BaJii CepIisl Ta 3aTPUMKH (Hi3HIHOTO PO3BHUTKY.

Jutstaiii HeBposor. CrioctepeskeHHst OJTM3HSAT 3 MPUBOJLY
3aTPUMKH ICHXOMOTOPHOTO PO3BUTKY.

[eniarp. Koncympramis 6an3HsT y Bii 1 poky 2 MicsiiB.
Maru BUCIJIOBITIOBAJIa CKapryl Ha IIBU/IKY BTOMJIIOBaHICTh
JiTel, MOTaHWH aNeTUT, 3aTPUMKY (Pi3HIHOTO Ta CTATO-
KIHETHYHOTO PO3BUTKY. [Ipy orisizi y fiTelt BiiMiueHa BU-

pakeHa TiroToHis, rimopeduexcis. [Ipu ominmi ¢izuaHOTO
PO3BHTKY 3a NMEPUEHTHIBHUMH TaONUIIMHI BCTAHOBIICHO,
1o Maca/picT nepiioi IUTHHYU CTaHOBIATh 6680 r/67cm
(-2DS), mapamerpu apyroi autuau — 6980 1/68 cm (-2DS).

Hedponor. Y Hedponoridae BiIiICHAS JUTIIO JTKapHi
Ha CTalliOHapHe JIIKyBaHHs AITH MOCTynmwIn y Bini 1 pik
3 micsIli 31 CKapraMu Ha MIISIBICTh, TIOTaHUH areTuT, cyode-
OpmibHy Temreparypy. CTaH aiTel py HaIXO/KeHHI pO3IIi-
HEHO SIK CepEe/THBOT TSHKKOCTI 38 paxyHOK IHTOKCHKAIIITHOTO,
CEYOBOTO Ta aHEMIYHOTO CHHJPOMIB. JliTH BUMUBAIOTH 110
300 mu1 piguau, muTsdi cyminri — o 100 mit koxHI 3 TOIHHU.

Ha MoMeHT orsiy IBiiHI: IiTH MPaBIIBHOT aCTCHIYHOT
crarypu, aedimut Macu Tina go 15 %, HecmokiiiHi, TpUMX-
muBi. Lkipa gwcra, Omia, sI3UK OOKIIaICHUN OUTIM HAJTBO-
TOM, TIOBIKM HE3HAYHO HAOpsKIi, nepudepuyHi By He
nasbIyoThcs. CrienudivyHi 4epenHo-IHIboBI IueMopdizmu
(«obmuyust enbdar). Haj gereHsMu BUCITyXOBYEThCS BE3H-
KyJSIpHE JIUXaHHS 3/[IHCHIOETHCS PIBHOMIPHO Y BCIX BiIiIax
niereHb. ToHM ceprist pUTMidHI, 0c1alleHi, CHCTONYHIH IITyM.
[Nedinka 10 Kparo AyTH; KHUBIT TOCTYIHHAN JUIS MAJBIIAIT,
cumrrroM [TactepHarbKoro MoO3UTHBHUMN; ceda IIpH CEYOBHUITYC-
KaHHI )KOBTA, 3 HEIPHEMHIM 3aI1axoM; Jie(heKartisi HopMaIbHa.

141



HEOHATOJOrIA, XIPYPTISi TA NEPUHATANBHA MEAULUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

T. XIv, Ne 2(52)
voL. X1v, Ne 2(52)

ISSN 2226-1230 (PRINT) ISSN 2413-4260 (ONLINE)

, 2024
, 2024

KEY TITLE: NEONATOLOGIA, HIRURGIA TA PERINATAL'NA MEDICINA (ONLINE)
ABBREVIATED KEY TITLE: NEONATOL. HiR. PERINAT. MED. (ONLINE)

BioximiuHe HOCTiIKeHHS KpoBi. Y 000X ONU3HIOKIB BU-
SIBJICHO ITIIBUILCHHS PiBHA JyXHOI (ocdarazu, Gpocopy,
KaJBIIifO, JIAaKTaTAeriaporeHasu. [Ipu mocmipKeHH] cedi BUsIB-
JIEHO JISHKOLUTYPII0, EPUTPOLUTYPIt0, (hocdarypiro; mpu Oak-
TepialkHOMY JTOCTIHKEHHI CeUi BUCISTHA KHIITIKOBA ITATHYKA.

Y3/l HUpOK BUSBUIIO PI3HUIIIO B X PO3Mipax Ta IOMipHY
rinmomazito. Kontypu 060X HHpOK Je()OpMOBaHi, eXOTeH-
HICTh MAPCHXIMH ITiIBHIICHA, TO3UTHBHUA CHMIITOM «Ti-
TIEPEXOTEeHHUX TipaMiZIoK».

O60M AiTSIM BCTAaHOBJIEHO KiiHIYHMHI xiarno3: Oc-
HOBHHUI: XpOHiuHA XBOopoOa HUpoK, ctazxis I11. Yckman-
HeHHs: [H]eKIIis ceyoBUX MUIIXiB HEYTOYHCHOT JTIOKaTi3allil.
Cynyrhiii: Cuaapom Binbsmca-bopena. Creno3s nereneBoi
apTepii, CTaH MicIs ONepaTUBHOTO JIIKyBaHHsL. 3amizonedi-
nuTHa aHeMmist. [loMmipHa OiIKOBO-€HEpreTHYHA HEOCTAT-
HicTb. JlomarkoBa cenesinka. HedpokanbiuHos.

[Ticns mpoBegeHOro 0OCTEIKECHHS Ta JIIKYBAHHS JIITH BU-
MHCaHi J0JI0MY 3 PEKOMEHIALISIMH (CIIOCTEPEIKEHHS HEBPO-
JIOrOM, KapionoroMm, He()poIoroM Ta CiMeHHHUM JiKapem).

3 MeToro BU3HaUeHHs (PyHKIi HUPOK B IMHAMIILI Ta KO-
PEKIIi{ MaToreHeTHYHOI Tepartii AiTH TPOXOAATH IUIAHOBY TOC-
TTaJi3aMio B HE(PPOIOTIYHOMY BiJTUICHHI JUTSIYO1 JTIKAPHI.
Takox IiTH MOPOKY MPoxXoAiTh ooctexxeHHs B /1Y «llentp
JIUTST901 Kapaiosorii Ta kapinoxipyprii MO3 Ykpaian» ta
OTPUMYIOTh PEKOMEHAAIIIT 010 MPOQiNaKTHKHY 1H(EKITiH-
HOTO SHIOKAPIUTY Ta KOHTPOITIO 38 POOOTOIO CEPILS Ta CY/IHH.

BucHoBku.

1. Cunnpom Binemca-bopena— pijikicHe 3aXBOPIOBaHHSI,
10 3yCTpivyaeThcst B momyJsiiii 3 yacrororo 1:7500-10000
HEMOBIISIT, XapaKTEePU3YEThCsl HASIBHICTIO 0COOIMBOTO (heHO-
THITY Ta MYJIBTUCUCTEMHOT'0 YPa)XeHHS: «00mryust enbda;

NMiTepatypa:

BPOJUKEHI BaIM CEPIIEBO-CyANHHOI CHCTEMH; PO3yMOBa BiJl-
CTaJIICTh; 3MiHN B OTIOPHO-PYXOBOMY amapari; TirepKablii-
eMist. JliarHO3 BCTAHOBIIOIOTH CHHAPOMOJIOTTYHO 1 TiITBEp-
JUKYIOTh MOJIEKYJIIPHO-ITUTOTCHETUYHUMH METO/IAMH.

2. Y 3B’43Ky 3 BPO/KCHUMH BaJlaMH CEpIs Ta BPAXOBY-
10YM BUCOKY YaCTOTOIO aHOMaJTii HUPOK 1 CEYOBHBITHHX TSI
xiB ipu CBb pexoMeH10BaHO cucTeMaTHiHe CIIOCTEPEKEHHS
KapioJ0roM Ta He(h)poJIoTroM 3 3aCTOCYBaHHSM JiabopaTop-
HOTO Ta YJIBTPacoOHOTrpaigHOTrO 0OCTEKEHHS MAIliEHTIB.

3. Hamenenwii xiinigyanid Bunagok CBB, miarBepmxe-
Horo FISH y 10-MicsiuHOT MOHOXOpiaJIBHOT A1aMHIOTHYHOT
NBiifHI, CBIAYUTH PO MOETHAHY MATOIOTII0 PI3HUX CHCTEM
opranizmy. B 000X miTell AiarHOCTOBAaHO YePEITHO-JIHIICBUIA
aueMopdism («obmmyaus enbdar), 3aTpUMKy (Hi3HYHOTO Ta
TICUXOMOTOPHOT'O PO3BUTKY, CTEHO3 JIETEHIB, BIAKPUTHI
OBaJIbHUI OTBIp, apTepiayibHy TiNepTeH3ito, iIHPaHTHIBHY
rinepKabIieMio, TIepKaJIbLiypito, yCKIaJHeHy He(pOKaIb-
LIMHO30M, aHOMaJTii 30py (KOCOOKICTB), TONATKOBY CEJIC3iHKY.

4. VY nanienrtiB i3 CBb BU3Ha4eHHS TeHETUYHOT MyTAaIli,
11 po3mipy Ta i1 ITOXO/KEHHS Ma€ BaYKJINBE 3HAUCHHS JUIS
MEJIMKO-TEHETHYHOTO KOHCYIIBTyBaHHs. PanHs Bepudikais
CBb nae MOXIIHMBICTh HaJaTH MIEPCOHATI30BAHHUI MPOTHO3
IIOJI0 KUTTS Ta PO3BUTKY JTUTHHH, a TAKO)K CBOEYACHO BU-
3HAQUUTH ONTUMAJIbHI IUISIXH JIKYBaHHS Ta ajanTtaiii, Ha-
JIaTH KOHCYJBTaTUBHY JIONIOMOTY OaTbhKaM IpH TIaHyBaHHI
HACTYITHOTO HAPOJUKEHHS JITEH y POIHHI.

5. JliarHOCTHKa, JIIKyBaHHS Ta aJanTallis NaicHTiB
3 CBb noTpebye MiKIUCIUTUTIHAPHOT KOMaHAX (axXiBIIiB.

KoHdonikT iHTepeciB: BiacyTHiil.
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WILLIAMS-BEUREN SYNDROME AND COMBINED PATHOLOGY IN MONOCHORIAL TWINS
(LITERATURE REVIEW AND CLINICAL CASE)

1. V. Lastivka?, V. V. Antsupova?, A. H. Babintseva!,O.I. Yurkiv}, L. P. Sheiko?,

L. I. Brisevac®
Bukovinian State Medical University* (Chernivtsi, Ukraine),
Bogomolets National Medical University?,
Shupyk National Healthcare University of Ukraine® (Kyiv, Ukraine)

Summary.

The widespread introduction of molecular genetic research methods into health care practice has made it possible to diagnose rare
microdeletion syndromes in patients with multiple congenital malformations..

Aim of the study is to present the results of a literature search and demonstrate a clinical observation of Williams-Beuren syndrome
in 10-month-old monochorionic twins with congenital malformations of the cardiovascular system in combination with kidney pathology
and an additional spleen.

Results. Williams-Beuren syndrome (WBS) is a rare congenital disorder characterized by specific craniofacial dysmorphisms (elphic
face) and a hoarse voice in combination with cardiovascular damage, mental retardation, musculoskeletal disorders, and hypercalcemia.
WABS occurs in the population with a frequency of 1:7,500-1000 infants.

The presence of a specific phenotype is associated with a hemizygous microdeletion of the long arm of chromosome 7 at region
7911.23. The size of the deletion varies from 1.5 to 1.8 Mb and results in the loss of several neighboring genes. The diagnosis is made
syndromologically and confirmed by modern molecular cytogenetic methods. Pathologically significant WBS mutations include loss of
the ELN gene and loss of neighboring genes such as LIMK1, RFC2, BAZ1B, GTF2l, STX1A, CLIP2, GTF2IRD, NCF.

Haploinsufficiency of ELN gene is the main marker of WBS and causes insufficient synthesis of elastin protein, which leads to
development of pathology of heart and blood vessels (elastin arteriopathy), disorders of connective apparatus of joints, abnormalities
of vocal cords and skin. LIMK1 hemizygosity is associated with impaired visual-spatial constructive cognition. Deletion of the RFC2
gene can cause growth retardation and developmental delay. Reduced intelligence can be caused by a mutation of the GTF2l gene and
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hypercalcemia by a mutation of the BAZ1B gene. The phenotypic manifestations of WBS are also thought to be influenced by the

reduced expression of flanking intact genes.

The diagnosis, treatment, and adjustment of patients with WBS require an interdisciplinary team of specialists.

The presented clinical case demonstrates multisystem pathology in 10-month-old monochorionic dizygotic twins in whom Williams-
Beuren syndrome was clinically diagnosed and confirmed by FISH: ish del (7)(q11.23q11.23)(ELN-).

Conclusion. To confirm the genetic component in congenital multisystem pathology, it is necessary to use modern molecular
genetic diagnostic methods. Determination of genetic mutation, its size and origin is important for medical genetic counseling. Early
confirmation of the WBS allows to make an individual prognosis of the child’s life and development, as well as to determine in time the
optimal methods of treatment and adaptation, and to advise the parents in planning the next birth of children in the family.

Key words: Williams-Beuren Syndrome; Congenital Malformations; Pulmonary Artery Stenosis; Supravalvular Stenosis of the
Aorta; Hypercalcemia; Nephrocalcinosis; FISH-method; Elastin Gene ELN.
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