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Y cTatTi HaBeAeHO KNiHIYHWIA BUNALOK PiAKICHOrO | OOHOM0 HAMTSXKYNX FeHETUYHNX 3aXBOPIOBAHb, IKe NOTPeBYE NPOBEEHHS TEHETUYHOMO TECTYBAHHA Ha eTani
MNaHyBaHHA BariTHOCTI, — CUHAPOMY «KOT4Or0 Kpuky». Mpu nigo3pi Ha 6yAb-AKi BiAXUNEHHSA NPY NPOBEAEHHI YNbTPA3BYKOBOr0 AOCNILKEHHS, B NepLIOMY
TPUMECTPi BariTHOCTi NOTPIGHO 060B'S3KOBO NPOBOAUTH iHBA3MBHY NpeHaTaNbHy AiarHOCTUKY (6i0NCil0 BOPCUH XOPiOHa, aMHioLeHTe3, kopaoLeHTes). 0aHum
i3 MONyNAPHMX i TOYHUX METOAIB LMTOTEHETUYHOTO JOCTIMKEHHS HA AaHWin MOMeHT aBnseTbes FISH-meTog (chnyopecueHTHa ri6puamnsadis in situ). Mepesara
LbOro MeTofy Nossrae B MOXIIMBOCTI JOCNIAKYBATU He TiNbKu MeTathasHi XpoMocomu, ane 1 inTepdasHi sapa.

Knio4oBi cnoBa: CMHAPOM «KOTA4YOr0 KpUKY», iHBa3WBHA NpeHaTanbHa giarHocTuka, FISH-metog.

BcTyn

CI/IHZ[I)OM «KOTSTYOTO KPUKY», ab0 cuHapom Jleskena —
1le pijikicHe TeHeTHYHe 3aXBOPIOBAHHS, BIIEpIlIe OIIM-
cane B 1963 p. dpanmysskum nemiarpom K. Jlexenom sk
CUHJIPOM, OOYMOBJICHUH JIEJICIHEI0, /Ui BUHUKHEHHSI SIKOTO
Ma€ 3HaUEHHS He BeJIMYNHA BTPAYeHOi TJISTHKY, a i1 JIoKasri3a-
1ig. /laHe 3aXBOpIOBaHHS BUHUKAE IPU BTPATI BiJIIIOBITHOTO
JIoOKyca 5-1 xpomocomu, a came jiistHku 5[5p-(15,1-15,2)].
ITpwu BTparti iHIIOI AITHKY 5-1 XPOMOCOMY KJIiHIYHA KapTHHa,
XapaKTepHa JIJisi CHHIPOMY <«KOTSIUOTO KPUKY», HE CIOCTepi-
raerbed. OmmcaHi TakoX BUIIAJKM BUHUKHEHHS CHHIPOMY
«KOTSYOTO KPUKY», IPU AKX MYyTallisg OB s13aHa He 3 JleJIelli-
€10 BHMIIEBKa3aHOI [IIISHKHA, a 3 MO3ail[M3MOM II0 JeJelrii,
PEIUIIPOKHOIO TPAHCJIOKAIIEID KOPOTKOTO TIIeda 5-i XpoMo-
COMH 3 IHIIIOI0 XpPOMOCOMOIO [1].

[lonmynsamiitna yacToTa CUHAPOMY <KOTSYOTO KPUKY»
nopiaioe 1:45000. Bunuknenns AaHoro 3aXxBOPIOBAHHS
B JKIHOK CITOCTEPIraeThCs yacTilie, Hik y 4os1oBikiB (3:4) [4].

Haii6inbin xapakTepHa KJIiHiuHa 03HaKa cuHapomy Jlexke-
Ha — <«KOTSAYMI KPUK» — I71a4, 1110 HAraJly€ HABKAHHS KillIKH.
[lane aBuiiie BUHUKAE BHACIIOK AHOMAJII1 TOPTaHi: 3BY>KEHHS
TOpTaHi, 3MEHIIEHHS PO3MipiB HAATOPTAHHWKA, CKJIaada-
CTICTh CJM30BOI OOOJOHKU rOPTaHi, M'SIKICTh XPSIIiB. Y BCixX
XBOPUX HasIBHA CYKYIHICTh Pi3HOI BUPaskeHOCTi (heHOTUIIO0-
BUX 3MiH, TAKHX SIK: MiCSIIIETIO[IOHE Ta aCHMETPUIHE 00N YsT,
MepeBaskaHHs PO3MIpPiB JIMIIBOBOTO BiJIi/Ty depemna Hajl MO3-
KOBUM, Mikpornedalis, NMUpoKe IepeHices, TinepTesopusM
(36i/bIIeH ST BiZICTaHI MijK OYHUMY IIIMHAME ), aHTUMOHTO-
JIOITHNI PO3pPi3 OYHUX IMIJNH, eMiKaHT (TpeTs MOBiKa),
MIKpPOTHATig (3MEHIIEHHS PpO3MIipiB IIesen, IepeBaskHO
HIKHbBOI), BUCOKE («IOTHUYHE») TifHeOIHHS, HU3bKO PO3Ta-
1I0BaHi ByXa MaJiuX po3MipiB. Y miTeit i3 cunapomom Jlexxena
MOJKYTh CIIOCTEPIraTUCh Pi3Hi BPO/KEHI BaJW PO3BUTKY BHY-
TPIIIHIX OpraHiB (cepiisd, MO3KY, HIPOK, TPAaBHOI CHCTEMN) Ta
OTIOPHO-PYXOBOTO arapary (CHHIAKTUJIiS CTOI, KJIUIIOHO-
ricTh, CKOJIi03, TIMIOTOHIS M's13iB). Y JiTeil crocrepira€Tbes
PO3yMOBa BijicTaslicTh. XapaKTepHOIO 03HAKOIO JIJIsI HOBOHA-
POIIKEHNX € HI3bKa Maca Tisia ipr HapomkerHi (2300-2500 )
i momaspine BificTaBanus y (ismarHoMy po3sutky [1, 3, 5].

Iraniiicbki BUeHi MpoBeJid BeJIMKe HAYKOBE TOCIIIXKeHHS,
B IKOMY oTcanu 374 BUTIAKK XBOPUX i3 cuapoMoM Jlexke-
Ha. [latienTn Gysu 3 pisux kpait csity: Itanis, CIIA, Benu-
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ka bBpuranig i ABcrpamis. Y Xomi AOCTiKeHHS BYEHi Mij-
TBEP/INJIN, IO JI7IST BCIX XBOPHX i3 JAaHOIO aHOMATIET0 Xapak-
TepHO IIpeHaTajbHe i IoCTHATAIbHe BificTaBaHHS B POCTI, Bara
X HOBOHAPOKEHUX JIiTell HUKYa Yi GJIM3BKO 5-TO TepPIeH-
TIJIIO, @ 0OBiZ TOI0BY MeHIIuii 2-ro nepuenTuio. Jitu mora-
HO HaGUPAKOTh Bary, 10 MOKe OYTH MOB'SI3aHO 3 TPYAHOIIAMU,
SIKI BUHUKAIOTH 1IPY TOAYBaHHI BHAC/IIOK aHOMaJiil Oyq0BU
[JIOTKH, HQ/IFOPTAHHWKA, i YaCTUMU TIIITYHKOBO-CTPABOXITHU-
Mu pediokcamu [8].

TpuBamicTh KUTTS WX JiTell BU3HAYAETHCS HASBHICTIO
1 TSDKKICTIO rpyOUX BPOKEHUX BaJ[ PI3HUX OPTaHiB Ta CHCTEM.
Aximo auTHHA He TIOMepJIa B MepIli POKH XKUTTS, TO 3 4aCOM
KJIHIYHA KapTHHA Jlemo 3MiHoeTbes. Y 30-35% Bumaakis
«KOTSTYUN KPUK» 3HUKAE IO IBOX POKIB, a Y PEIITH XBOPUX BiH
BaJIUIIAETHCS HazaBsk. MicsienofiGHe 06Jamadst cTae J0B-
T'MM 1 By3bKUM, OUHI IIJIMHY CTAIOTh TOPU30HTAJIBHIIINMY, ajle
MOJKE PO3BUBATUCH PO30IKHA KOCOOKICTb, 3all'ICTKOBI 1 11110~
CHOBI KiCTKM 3aJIMIIAI0THCS BKOPOUEHUMHU, YHACJIIOK YOTO B
JiTell HeBeJIMKI JT0JIOHI Ta cTtonu. M'si30Ba TIIIOTOHIS 3 YacoMm
3MIiHIOETbCS rinepTonieio. Ha T 1ux disuunnx metamopdos,
Mikportiedasris i po3ymMoBa BiICTATICTh TPOSIBJISIOTHCS UiTKi-
me. Mikporedarnis moB's3aHa mepeBaKHO 31 3MEHITEHUMH
PO3MipaMu Cepe/iHbOTO MO3KY, MO30UKa, MOCTA. 3'SBJISIOTHCS
KJTIHIYHI TPOSIBU BaJl PO3BUTKY BHYTPIlTHIX opraHis [1, 7].

[ITo0 ICHXOMOTOPHOTO PO3BUTKY YiTKUX JAHUX HEMAE.
XBOpi MalOTh TepeBaKHO M SIKWH, JacKaBUW XapakTep, aje
B 50% BUITA/IKiB MOJKE TIPOSIBJISITUCH TiIEPAKTUBHICTH Ta arpe-
CUBHICTb, 110 MOJKHA BUIIPABUTH, NMOYABIIN BYACHO HABYATH
JUTHHY 32 JIOTIOMOTOIO CHelliaTbHUX OCBITHIX Nporpam st
Taknx XBOpHWX. /liTM TOYMHAIOTH MM3HO TOBOPWUTH, Kpalre
PO3YMIIOTh MOBY, Hi’k BOJIOZIIIOTH Heto. He3Bakatoun Ha Te, 1110
11i IiTU MOKYTb MaTHU 3HAYHY BiICTQ/IICTh IICUXIYHOTO PO3BUT-
Ky, BOHU MOJKYTb OIIaHyBaTH 0AraTto HABUYOK Y JAUTUHCTBI
i IpoftoBXKyBaTH BUnTHCA [7, 9].

3a HasIBHOCTI B CiM'T BUTIA/IKIB XPOMOCOMHHUX 3aXBOPIOBaHb
CJILI IPOBOJMTY TeHEeTHYHe OOCTEKEHHsI HA eTalli IJIaHYBaHHSI
BariTHoCTi. Y pasi migo3pu Ha GYab-sIKi BiAXUJICHHS TP MPO-
BeJIEHHI YJIBTPa3BYKOBOTO JIOCJI/KEHHS, IS TTi/ITBEP/IKEHHST
JIarHo3y HOTPiGHO MPOBOAMTH iHBA3WBHY IIPEHATAJIbHY Jiar-
HOCTHKY, TOOTO GiOTICiI0 BOPCHH XOPiOHA, aMHIOIEHTES, KOP/IO-
1eHTe3. 3a HasBHOCTI B ciM'l JliTell i3 CMHIPOMOM <«KOTSYOTO
KPUKY» XBOPI Ta ixHi GaThbKK MOBUHHI TIPOWTH IINTOr€HETEUHE
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JOCJI/KEHHsI, TOMY TI0 B OHOTO 3 OaTbKiB MOKe OyTH pern-
NpoKHa 30ajlaHCOBAaHA TPAHCJIOKALlis, SIKA TIPU MPOXO/KEHHI
yepes crafiio MeiHo3dy Moke OOYMOBHUTH JEJICIHI0 JiNSHKN
5- [5p-15,1-15,2)]. Onxum i3 HOMYJISIPHUX 1 TOYHUX METOJIIB
IIUTOTEHETUYHOTO JOC/I/DKEHHS Ha JIAHWiT MOMEHT SIBJISIETHCS
FISH-metox (dayopecuentra ribpuansaiis in situ). Ilepesara
I[bOTO METO/Ly HOJISATAE B MOKJIMBOCTI IOCJII/IKYBATH HE TibKI
MeTadasHi XpomocomH, asie if inTepdasHi sapa.

[Iporno3 nmnst miTeil i3 CUHIPOMOM <KOTSYOTO KPHUKY»
painie 6yB He onTUMiCTHYHUIL BiblicTh XBOPUX MOMEpAJIA
B IIepIIi POKU KUATTSI BHACJIIOK BaJ[ PO3BUTKY Ta CYIYyTHIX
3axBopioBanb. Jlunie 6musbko 10% miteil mokuBaiu 10 M-
JIITKOBOTO BiKY [1], mpoTe 3a octanni 10 pokiB 3HaYHO TTi/1BH-
IMUBCS PiBEHb BWKUBAHHS 1 TMOMOBKUBCS TEPMiH KUTTS
TaKUX XBOpUX. SKINO BAasocs JIKBiAyBaTH 3arpo3y [Jisd
SKUTTS B TIepIlli POKU, TO PiBeHb BUKUBAHHS — BUCOKUIA.
3a aHUMU ITaiChKUX JIOCIIIPKeHb, TPU TIAIIEHTH i3 CHUH-
JPOMOM <«KOTSIYOTO KPUKY» TPoskuin Oibire 50 pokis [9].

CrenuivHoro JiKyBaHHS XBOPUX i3 CUHIPOMOM <KOTSI-
4Oro Kpuky» He icHye. OCHOBHMM METOJIOM IIO/IOBKECHHS
iXHBOTO JKUTTS € KOPEKIIis BaJl PO3BUTKY Ta JIKBi/IaIlis CYITyT-
Hboi matosorii. i gith, A mpaBmio, HAPOIKYIOTHCS B CTaHI
acdikcii, ToMmy, 3a HeOOXiIHOCTI HaJaHHS HEBIAKJIAAHOI
MeZINYHOI JoroMoru (HanpuKJia, inTybartis, sika Oyzae yTpy-
HeHa BHACJIIOK aHOMaJIiii PO3BUTKY TOPTaHi Ta HAATOPTaH-
HUKA), MOKYTh BUHUKHYTU TEPII MpobJaeMu opasy IicJst
HAPOJKEHHsI, & TaKOK y MaiOyTHBOMY TNpH Xipypriyanx
BTPYYAHHSIX YHACJIIOK ciipobu iHTyOyBaru autiny. MoKy Th
3'SIBUTHCS] TIPOOJIEMU 3 BUTOAOBYBAHHSIM JIUTUHM, TIPOTE 1€
CIIOCTEPITAEThCS IysKe PifKo [7].

SIKIIO BUABIIEHO BPOJIZKEHI BaJu CEPILS, TO CJi/l TEPMiHO-
BO BU3BHAYUTHUCH 13 TSKKICTIO MOPYIIEHb, HEOOXiAHICTIO
Ta TEPMiHAMU XipyprigyHoi Kopekiti [5, 6].

OckisbK1 ypaKeHHs TOJIOBHOTO MO3KY BHAC/II/IOK MyTallii
BiflGyBaEThCsI HA PaHHIX eTanax eMOPIOHAIBHOTO PO3BUTKY,
JiTH SKHAWIIBU/AIIE MAlOTh OyTH 3alydeHi 0 Cy4acHUX
HCHUXOJIOTIYHUX Ta ICUXOHEBPOJOTIYHUX peabimiTaliiinux
mporpam. YnM mBH/IIe Ta iIHTEHCUBHIIIE iTH TIOYHYTh HaB-
YATKHCh, TUM MEHIII TSIKKOIO Oy/le 3aTPUMKaA [ICUXOMOTOPHOTO
po3ButKy [7].

Kainiunuii Bunagok. /[o HeBpOJIOTIYHOrO BijiieHHs
MiChKO1 AnTs490i KJiHiuHOI JiKapHi Ne 4 CoJsioM'STHCBKOTO
paifony Oysia rocuitanizoBana xsopa bB., Bikom 6 Micsiis.
Barbkm  ckapKuauMchp Ha 3aTPUMKY CTAaTONCUXiYHOTO
Ta Hi3UIHOTO PO3BUTKY TUTUHHU.

3 aHaMHe3y BIJIOMO, 1[0 AUTHHA HAPOAMJIACh y OJaromo-
JIy4Hi#l POJUHI, MEPIIO0 IUTHHOIO B CiM'l, HAa 38-My THKHI
BariTHOCTI 3 HOPMAJILHUM I1€PebiroM, MIISIXOM KecapeBoro
PO3THHY, 3 Macoio Tia 2450 T, ZOBKUHOIO 48 cM, 00BOLOM
rosioBu 32 cM, 06BOZOM TPYAHOI KIiTKHM 34 cM. 3a MIKaI0m0
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Arrap otpuMasna orinky 7—8 6asis. IIpeHarasabHo IPH YIIBbT-
PasByKOBOMY JOCHiKeHHI Oysia JiarHOCTOBaHA BPOIKEHA
BaJla CepIlst — KOapKTallis aopTH.

ITpu orJisii AMTUHU BUsIBJIEHI: MiKkpoledasris; npaBobiuna
KPUBOIIINST; aHTUMOHTOJIOITHUH PO3Pi3 OYHUX TIIJIIH; TillepTe-
JIOPU3M; TIJIOCKA CIUHKA HOCA; MiKPOTHATIS; KOPOTKI TaJThIIi;
3HIDKEHHS peakiliil KOHBEePreHIlil Ta aKOMO/Iallil; 3MiHa TOJIOCY
Y BUIJISAJII <KOTSYOTO KPUKY»; 3HMKEHHS M 'S30BOTO TOHYCY;
3HIDKEHHS CYXOXKUJIKOBUX pedJiekciB (KapropamiaabHOro,
KOJITHHOTO, aXiJIZIOBOTO, i IONITBOBOTO ); TATOJIOTIYHUI pedrekc
Babinchkoro Ha 000X KiHI[IBKaX; IIyMHE CTPUIOPO3HE JAUXAH-
He. JluTrHA 1oraHo yTpUMyBasa roJioBy, He TiepeBepraiacs 3i
CITHHI Ha JKUBIT, 3 JKUBOTA Ha CIIMHY, He cuziia. OBz rosoBu —
37 cM, 00Biz Tpyzeit — 39 ¢M, yacToTa cepleBuxX CKOpOYeHb —
130 yz. 3a xB, yactoTa uxaHHgd — 32 32 XB.

ITpu mabopaTopHOMY 0O6CTEKEHHI BUABJICHI: 3araJbHUil Ta
GioxiMiuHMit aHa 31 KpoBi — 6€3 BiIXMJIEHb; IJTIOKO3a KPOBI —
4,7 MMOJTB/JT; 3aTaJIbHIH aHAJI3 cedi — 3 MaTOJOTIYHUX JIOMi-
IIOK BUSIBJICHI TpunesbdocdaT B 3HAUHIH KiJIbKOCTI; KOTIPO-
rpaMa — 6e3 3min. IIpu iHCTpyMeHTaNIbHOMY O0OCTEKEHHI:
eJleKTpoKapiorpamMa — cuHycoBa aputMist; Exo-kapmiorpa-
dis: BpomzkeHi Baan ceprsd (BiZKpuTa apTepiasibHa MPOTOKA,
BIJIKpUTE OBaJIbHE BIKHO, KOapKTallist aoptn). [lutorenernune
nocikenns 3a gonomoroio G-merozny (hapbyBaHHs XpoMo-
com): 46, XX, 5p-.

BceranoBnenuit kiiHiUHWI iarHOo3 «3aTpUMKa COMAaToO-
MICUXIYHOTO PO3BUTKY Y JIMTUHU 3 BTOPUHHOIO MiKporedati-
€10 BHACJII/IOK XPOMOCOMHOI T1ATOJIOTii — CUHAPOMY «KOTSYO-
TO KPUKY»; CYITyTHi# «Bpojpkeni Bajiu cepipst: BiikpuTa apTe-
piasipHa TIPOTOKA, BiIKPUTE OBaJbHE BIiKHO, KOAPKTAIlis
AOPTH, BPOKEHUN CTPUIOP, NPaBOOiuHA KPUBOLIUS, ICME-
taboJtiyna HedporaTisa».

JlutuHi pusHavyeHi JikapchKi 3aco6H, SIKi CTUMYJIOIOThH
MICUXOMOTOPHHIA PO3BUTOK, KOMILJIEKC peabimiTaiiiHnx 3ax0-
1B, 06 3a6e311e4nTH AOBIIE 1 AKICHIIIE KUTTSA XBOPOI AUTH-
HU, BPAXOBYIOYM HEBUJIIKOBHICTb JAHOTO CHH/[POMY.

BucHoBku

CHHIIPOM <«KOTS4YOTO KPHUKY» € PIJIKICHUM Ta OIHUM
i3 HAUTSKYMX FEHETHYHIX 3aXBOPIOBaHb, sIKe MOTPeOYE MPoBe-
JICHHS TEHETUYHOTO TECTYBAaHH Ha eTalli IJIaHyBaHHs BariTHO-
cri. Y pasi nizospu Ha Oyab-sIKi BiAXUJIEHHSI [IPU TIPOBEIEHHI
YJBTPa3BYKOBOTO JIOCJI/IKEHHSI, B MEepIIOMY TPUMeCTpi BariT-
HOCTI HOTPIOHO 0GOB'I3KOBO IPOBOUTY iHBA3UBHY TIPEHATAIb-
Hy JiarHocTrKy (6IoIciio BOPCHH XOPioHa, aMHIOIEHTE3, KOPIO-
nenTe3). OfHUM i3 MOMYJISPHUX i TOYHUX METO/B IUTOTEHE-
TUYHOTO JIOCJIIKEHHS Ha Januii MOMeHT gaBJistetbess FISH-me-
tox (ayopecrienTHa ribpuamsaiis in situ). Tlepesara 1poro
METOJLy TOJISITAE B MOYKJIMBOCTI JIOCJI/KYBATH HE TIJIBKU MeTa-
dasni xpoMmocomH, ajie it inTepdasHi spa.

JNITEPATYPA
1. Boukos H.M. KnuHuyeckas reHeTtmka / H.M. BouykoB. — Mockea: 6. Copokman T.B. KniHiyna reHetuka / T.B. CopokmaH,
feotapMegma, 2002. — C. 189—191. B.M. Miwak, [.B. JlactiBka. — YepniBui: MegayHiBepcuTer,
2. Twutep E.I. Memmumuckas reHetmka / E.K. TuHTep. — Mocksa: 2006. — C. 80.
Menuumna, 2003. — C. 195. 7. Cerruti Mainardi P. Cri du Chat syndrome / P. Cerruti Mainardi //
3. TpevaHiHa O.9. MepgnyHa reHetvka / O.9. lpedaHiHa. — Kwis: Orphanet Journal of Rare Diseases. — 2006.

MeaumumHa, 2007. — C. 321—325.

4. 3anopoxaH B.M. MeounyHa reneTtuka / B.M. 3anopoxaH. — Opeca,
2005. — C. 83—84.

5. TMeauatpus no HenbcoHy / P.9. bepman, PM. Knurman, Xon B. Pug
Oncueep [XEKCOH; nep. C aHr. nof PyKoBOACTBOM npod.
A.A. baparosa. — Mocksa, 2009. — T. 1. — C. 251—260.

8. Growth charts for cri-du-chat syndrome: an international collaborative
study / R.C. Marinescu, P. Cerruti Mainardi, M.R. Collins [et al.] //
Am. J. Med. Genet. — 2000.

9. The natural history of Cri du Chat Syndrome. A report from the Italian
Register / P. Cerruti Mainardi, G. Pastore, C. Castronovo [et al.] //
Eur. J. Med. Genet. — 2006.

ISSN 1992-5891 MEPUHATOJNIOTUA U MEANATPUA 2(66)/2016

95



NMEONATPUA http://med-expert.com.ua

PenkocTHble CUHAPOMBI: KIIMHUYECKUI Clly4al CUHAPOMA «KOLIavybero Kpuka»

A.B. Taxkas, H./. lopobey, T.B. Moyntok, A.A. lopobey, H.M. lopoGeu, Y.B. FaspunnwuH, [0.I1. PeaHukos

HaunoHanbHbIN MeanuUMHCKNA yHuBepcuTeT nmenn A.A. boromonbua, r. Knes, YkpanHa

B cTaTbe NpeacTaBneH KNMHUYECKUIA Cryyan Peakoro 1 OAHOTO U3 CaMblX TAXKESTbIX FeHETUYeCKIX 3a601eBaHNii, KOTOPOe TpeOyeT NPOBEAEHUS FeHETUYECKO-
ro TeCTUPOBAHUSA HA 3Tane NNaHUpPOBaHUs 6ePEMEHHOCTI, — CUHAPOMA «KOLIA4bero Kpuka». B cny4ae nogo3peHns nto6biX OTKNOHEHUIA NpU NPOBEAEHNN
YNbTPA3BYKOBOI0 UCCNELOBAHNSA, B NEPBOM TPUMECTPE 6EPEMEHHOCTI HYXXHO 06513aTefIbHO NPOBOAUTL WHBA3UBHYIO NPEHATANbHYI0 AUArHOCTUKY (61ONCUI0
BOPCUH XOPUOHA, aMHUOLLEHTES, KOPAOLEHTe3). OBHUM U3 NONYNAPHLIX U TOYHbIX METOLOB LIUTOTEHETUYECKOr0 CCNEA0BAHUIA HA JAHHBIA MOMEHT SBNSETCA
FISH-meToR (chnyopecueHTHas rubpuamsaums in situ). MpeumyLLecTBO 3TOr0 MeToAa 3aKo4aeTcs B BO3MOXHOCTY MCCNEA0BATL He TOMbKO MeTadhasHble
XPOMOCOMbI, HO 1 UHTEPCa3Hble 1apa.

KnioyeBbie ¢noBa: CUHAPOM «KOLLIA4bero Kpuka», NHBa3WBHAA NpeHaTanbHas auarHocTtuka, FISH-metop.

Rare syndromes: a clinical case of «cat’s cry» syndrome

A.V. Tyazhkaia, N.I. Gorobets, T.V. Pochinok, A.A. Gorobets, N.M. Gorobets, U.V. Gavrylyshyn, Yu.P. Reznikov

A.A. Bogomolets National Medical University, Kyiv, Ukraine

In the article was presented the clinical case of «cat's cry» syndrome as one of the rare and the most severe genetic disease that requires genetic testing
at the stage of planning of pregnancy. In case of suspicion of any deviations during the ultrasound in the first trimester of pregnancy it is necessary to carry
out invasive prenatal diagnosis (chorionic villus sampling, amniocentesis and cordocentesis). One of the modern and accurate methods of cytogenetic
research is currently FISH-method (fluorescent in situ hybridization). The advantage of this method is the ability to investigate not only metaphase chromo-
somes but also interphase nuclei.

Key words: «cat's cry» syndrome, invasive prenatal diagnosis, FISH-method.
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lFopoGew, AHacTacusa AnekcaHgpoBHa - K.Mef.H., Ao, kad. neamatpum Ne1 HMY nmenn A.A.Boromonbua. Aapec: r. Kues, yn. M. KoutobuHckoro, 8A; Ten (044) 465-17-89.
lop Hatanbas M MNOBHA — K.MEA.H., aCCUCTEHT Kad. 0BLLEN NPAKTUKN - CEMEVHOM MeaMLUMHbI HauyoHanbHOro MeAULMHCKOro yHuBepeuteta um. A.A. Boromonbua,
Anpec: . Kues, yn. M. Kouo6uHckoro, 8A.

Pe3HukoB Ouii MetpoBuy — HMY nm. A.A. Boromonsua, Aopec: r. Kvues, yn. M. Kouto6uHckoro, 8A.

F: Ynbava B yoBHa - HMY um. A.A. Boromonsua, Agpec: . Kues, yn. M. KoutobuHckoro, 8A.

Cratbst noctynuna B pegakumio 1.03.2016 .
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