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CMHAPOM «KOTOr0 OKa» — PiAKiCHA XPOMOCOMHA MaToNOrif i3 AyXe Pi3HOMAHITHOK KMiHIYHOK KApTMHOK. XapakTepHUMu CUMMATOMaMU CUHZPOMY
€ Kono6oma paiifly)xHoi 06010HKI OKa, NpeaypuKyNapHi WKIpHI TsXi abo dicTynu, aHomanii aHyca, BpOAKeHi Baan Cepus Ta HUPOK.

MeTa: yTO4HEHHA JiarHo3y y AUTUHI i3 BPOKEHOK BAZ0K0 Cepus Ta CTUrMami Au3emopioreHesy.

[liarHo3 rpyHTYeTbCA Ha BUABNEHHI JOAATKOBOT MapKepHOi XpOMOCOMM, siKa NOX0AUTb 3 22 XpOMOCOMM. HaBeieHO KNiHi4He CNoCTEPeXeHHS 4-piqHOi fiBYUHKN
i3 CUHAPOMOM «KOTA4Or0 Oka» 6e3 atpesii aHyca. [liarHo3 BCTAaHOBNEHO METOAOM CEKBEHyBaHHs HOBOrO MOKOMiHHS (next generation sequencing, NGS).
VY perioHi 22q11.1 ineHTndbikosaHo Yotupm konii reHiB ADA2 1a IL17RA. TpefcTaBneHnii BUNaaoK AEMOHCTPYE KOPeNsLilo MiX reHeTU4HO nepebyaoBoto
Ta nposisamn peHotuny. MoABOEHHA He Linoro nneya dup(22)(q11), a nuie NPOKCMMANbHOrO PerioHy [OBroro rnieya 22 XxpomMocoMu, fie noKani3oBaHi
aynnikoaHi renn ADA2 Ta IL17RA, 3ymoBntoe Taki npossn ceHotuny: BBC, npeaypukynspHi WKipHi TSI, K0no6omy paifyxHoi Ta CyanHHOI 060710HOK
Ta CITKiBKYM OKa, 3aTPUMKY MOBJIEHHEBOIO PO3BMUTKY, iMyHoLediumT, 6€3 aTpesii aHyca.

Knto4oBi cnoBa: CMHAPOM «KOTH4Or0 0Ka», MapkepHa XpoMOCOMa, CEKBEHYBAHHS HOBOrO MOKOMIHHA.

Cat eye syndrome without anal atresia with the amplification

of the ADA2 and IL17RA genes, a description of the clinical case
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Cat eye syndrome is a rare chromosomal disorder with a highly variable clinical presentation. The characteristic features of CES include ocular coloboma,
preauricular pits or tags, anal anomalies, and congenital heart and renal malformations.

Objektive: refinement of the diagnosis in a child with congenital heart disease and stigmata of diesembriogenesis.

The diagnosis is based on the presence of a supernumerary marker chromosome derived from chromosome 22. We present a clinical case description
of a 4 year old girl with cat's syndrome without anus atresia. The diagnosis is established by the method next generation sequencing, NGS. The region 22q71.1
identified four copies of ADA2 and IL17RA genes. The presented case demonstrates a correlation between genetic rearrangement and phenotype manifesta-
tions. The duplication of the not entire dup (22) (q11) region, but only the proximal part of the chromosome 22 long shoulder, where the duplicated genes
ADAZ2 and IL17RA are localized cause such manifestations of the phenotype: CHD, preauricular skin strands, coloboma of the iris and choroid of retina, delayed
speech development, immunodeficiency, without anus atresia.

Key words: Cat eye syndrome, supernumerary marker chromosome, next generation sequencing.

CI/IHn,pOM «Kollaybero rna3sa» 6es aTpe3unu aHyca,

¢ amnnaudunkauymen reHoB ADA2 n IL17RA (knnHn4Yeckun cny4am)
MU. Aywap', I'P. Akonan', I'B. Maxyx', M.B. Bnox', J1.B. KocTo4eHKo’

TY «MHcTutyT HacneacteeHHor natonorn HAMH YkpauHbi», . J1bBOB, YkpanHa

?3anaiHOYKpauHCKMIA Cneunann3npoBaHHbIi AETCKMA MeANUMHCKMIA LEHTP, T. JTbBOB, YKpanHa

CMHAPOM «KOLUa4Ybero rnasa» — peakas XpOMOCOMHas NaTonorns ¢ 04eHb Pa3HO06Pa3HOI KNNHUYECKON KApTUHON. XapakTepHbIMI CUMNTOMaMI CUHAPOMA
ABNAKTCA KONO6OMA pajy>HON 060M104KN rasa, NpeaypukynapHble KOXHbIE THXU UAN UCTYNbI, aHOMaNUK aHyca, BPOXAEHHbIE NOPOKM CepaLa W NoYekK.
Llenb: yTouHeHne anarHosa y pebeHka ¢ BpOXAEHHbIM NOPOKOM CepaLa 1 CTUrMamin Au3amopmoreHesa.

[lnarHo3 OCHOBbLIBAETCA HA BbIABMIEHUM [LOMOMHWUTENbHON MapKepHOW XPOMOCOMbI, KOTOpas MPOUCXOAUT U3 22 XpOMOCOMbl. OnMCaHo KIMHUYECKoe
HabntoaeHne 4-neTHeii [EBOYKM C CUHAPOMOM «KOLLQ4bero rnasa» 6e3 arpesnn ayca. [JuarHos ycTaHoBneH MeTOAOM CEKBEHUPOBAHUS HOBOTO MOKONEHNS
(next generation sequencing, NGS). B pernoHe 22q11.1 naeHTMduULMpoBaHO YeTbipe konuu reHo ADA2 v IL17RA. TIpefcTaBNeHHbIR Cyyait [EMOHCTPUpYeT
KOPPenauuio Mexay reHeTM4eckoi NepecTpoinkoin 1 npossneHnaMn heHoTuna. YasoeHue He Bcero nneda dup (22) (q11), a Tonbko NPOKCUManbHOro pernoHa
QNNHHOTO Meda 22 XpOMOCOMbI, FAe NOKanu30BaHbl AynauunpoBaHHble reHbl ADA2 w IL17RA, o6ycnaBnuBatoT Takue npossnenus ceHotuna: BMC,
npeaypuKkynspHble KOXHbIE TSHXW, KON06OMY Pafy>HOW W COCYAUCTON 060M0YEK M CEeTYaTKu rnasa, 3afepXxKy PeveBoro pasBuTUA, UMMYHOLEMULNT,
6e3 aTpe3nn aHyca.

KnioyeBble cnoBa: CMHAPOM «KOLIAYbero rnasa», MapkepHas XpOMOCOMa, CEKBEHUPOBAHINE HOBOTO NOKOJEHMS.

Beryn

HY TIaTOJIOTII0 — BEPTHUKAJIbHY KOJIOOOMY paii-

HH/IPOM <KOTSIYOTO OKa» (cat eye syndro-
Cme, CES, OMIM 115470), Bimommii
takosx sk cuapom [Imiga—IIpakkapo (Schmid-
Fraccaro syndrome), — 1ie pigkicHuii cuuapom
MHOXUHHUX BPOJKEHWX BaJ PO3BUTKY, SKUI
3yctpivaetsest 3 vactoroio 1:50 000—-1:150 000
ceperl skuBoHapokennx [1,2]. Cunapom G6yB Ha-
3Banuii «Cat Eye» gepes THTIOBY o(hTaabMOJIOTiU-
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aysxHoi obonmonku oxa [3]. CES sBracrusa
(perHoTumOBa  MIHJAWBICTH, TOYMHAIOUM  Bif
MAITiEHTIB i3 Maii:ke HOpMATbHUM (hDEHOTUIIOM 110
Mali€HTIB 13 Ba)XXKUMU BPOJKEHUMU BaJaMu,
SIKI CTAHOBJISATH 3arpo3dy KUTTio [5]. Jlumre y 41%
XBOPHUX BIZI3HAYAETHCS XapaKTepHA Tpiajla CUM-
HTOMIB: K0JI0OOMa paiiykKHOI 0O0JIOHKH, aTpesist
anyca 3 dicTyso0 Ta TpeaypuKyJISapHi NIKipHi
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Tski Ta/abo dicrynm [6,7]. Komobomu ipu CES
MOXKYTh TAKOK 3aJly4aTd CyIUHHY OOOJIOHKY
Ta,/ab0 CITKIBKY.

Taxox xapakteproio o3Hakoio CES € yeperHo-
sunesi auemopdii (rinepTesopusM, aHTUMOHTO-
JOITHWI PO3Pi3 OUHUX TIIJWH, MiKpOTHATId,
posiiinHa migHeOiHHSA, HU3BKO PpO3TaIlOBaHi
BYILIHI MYILTi, MiKPOTisl Ta CTE€HO3 30BHIIIHBOTO
cayxoBoro tpoxony). Cepexn iHITUX BPOKEHUX
BaJl PO3BUTKY CHH/POMY IMPUTAMaHHI BPOKEHI
Baau cepilsd (AHOMAJBHUI CIJINB JIeTEHEBUX BEH
ta Tetpaga Masno), Baan HUpoK (TimoruTasis/are-
He3ist HUPKNU ), a TAKOK BHYTPIIIHBOTIEYiHKOBA 200
nosaredinkoBa Gimiapaa atpesist [1,2]. ¥ mitepa-
TYPi HOBIZIOMJISIETHCA TTPO TillepiHCYIiHEMIIO, BaK-
Kuii iMmyHomedinuT i cepiio3Hi KOTHITUBHI MOPY-
meHHsd [4], Bpomskeny miabparmanbay kuiy [11].

3a manumu Jgitepatypu, y 30% maiieHTiB Bij-
3HAYAETHCS PO3YMOBA BiJICTATICTD Bijl JIETKOTO /10
MMOMIPHOTO cTyneHs BaskkocTi. Hemae saBHOT (heHO-
TUIIOBOI PIi3HUII MIiXX PO3YMOBO BiJCTAJIUMU
marieHTaMu 1 marienTamMu 6e3 po3yMoBOi BijicTa-
sgocti OEC [6,7].

V nepesasuiii 6inbinocti punaakis CES sunu-
Ka€ BHACJIIOK 0IaTKOBOI MapKEPHOI XPOMOCOM,
SIKA CKJIA/IAETHCS 13 IBOX I/ICHTUYHNX CETMEHTIB 22
XPOMOCOMH 1 SIBJISIE COGOI0 TUIIEHTPUYHY XPOMO-
coMy i3 CynmyTHUKaM# 3 000X CTOPiH Ta € iHBEPTO-
BaHOIO AyILTiKalicio pniasaku 22pter — qi11,
sIKa TTO3HAYAETHCST STK im0 dup (22) (q11). lpucyT-
HiCTb MOAIOHOT MAPKEPHOIT XPOMOCOMHU B KapioTH-
i O3Havya€ HAgBHICTb ABOX JI0JATKOBUX KOIIHN
minsaky 22pter — q11, TO6TO YaCTKOBY TETPACO-
Mmito 22 xpomocomu [1,8,9].

Kimpka Bpomkenux Baj PO3BUTKY, SKi Tiepe-
kpuBatoThrics i3 CES, a came mpeaypuxyJsipHi
MIKIpHI TSI Ta/a60 (icTysm, MiKpOTHATIsI, BPO-
JUKEHI BaJiWl CepId MOKYTbh BUHWKATH BHACJIIOK
cimeiinoi Tpanciaokaitii t (11; 22) y cunapomi der
(22), a B okpeMuX BUTAJKAX — BHACJIOK JIyTLITi-
Katii inBeproBanoi autaaku 227171 [8,9]. I1pokcu-
MajibHa YacTMHA JIOBIOTO ILJleda XPOMOcCOMU 22
(22¢g11.2) Oyna BU3HaAHA «TapsiauM MicIleM» JIJIst
nepebysoBr XPOMOCOM i MIiCTUTh KPUTHYHUIA
perion cunjgpomy CES rta i Hxopmxi [10],
3aiiMae npubausto 2,1 M6 i MicTUTh I[OHAMEH-
me 14 renis [13].

Hasooumo enacue xainiume cnocmepesicenis
sunaoxy CES y oumunu

[IpoGaua »xiHowoi crari, 4-piuyHOrO BiKY, Bij
4-1 BariTHOCTI, 4-X TepMiHOBHUX (}i310JOTIUHTX
roJioris, Hapokenuii 3 macoio 3300 r, T0BXKUHOIO
Tisa 52 cm, 3a mkasow Anrap 8/8 Gais. Batbkn
COMATHUYHO 37I0POBi, He mepebyBaioTh y OJMU3BKO
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CTIOpiiHEHOMY TILTIO01, CITAJIKOBICTh HEe 0OTSIKeHa.
Crapmi cubcu 3poposi. Ilicas HapoKeHHS
y aiBumHKHU giarHoctoBano BBC — rotampauUit
AHOMAJILHU IPpeHaX JereHeBUX BeH (iHTpakapIi-
aspHa hopMma), BTOpUHHUI fiepeKT MiKIepencep/-
HOI TIEPerOpoJIKH, BiIKPUTAa aopTajbHA MPOTOKA
(BAII), Bigkpute oBasbhe BikHo (BOB), monar-
KOBa JIiBa BEPXHs MOpoKHKUCTA BeHa. [Ipu yibTpa-
coHorpaiyHOMY  JIOCJIPKEHHI  BHYTPIITHIX
OpraHiB Ta HeWpoCOHOTrpadiuHOMY AOCJiKEHH]
naroJsiorii He BUgABJAeHo. Ha 7-U1 meHb KUTTH
y LenTpi autsavoi kapmiosorii Ta KapmioxXipyprii
M. KneBa IuTHHI TPOBEJIEHO PAUKAJIBbHY KOPEK-
I[iT0 TOTAJTBHOTO AHOMAJBHOTO JIPEHAXY JieTe-
HEBUX BE€H, 3aKPUTTS BTOPUHHOTO JlepeKTy MixK-
repeficepAHOl Teperopoaku, mepeB’sisku BAII
Ta JOJATKOBOI JIiBOI BEPXHBOI TOPOKHUCTOI BEHU.
3 aHaMHe3y BIIOMO, IO TICUXOMOTOPHUIA
PO3BUTOK IUTUHU Bi/IMOBI/IA€ BiKy (TOJOBY MOYa-
Jla TPUMaTH y 3 MicAIli, CAMOCTIHHO cia y 7 mics-
IiB, CaMOCTiliHO modasa XoauTu B 11 wmicsis).
Yacto xBOpie Ha pecmipaTtopHi iHdexrii. 3Ha-
XOAUTBCS T AUHAMIYHUM CIOCTEPEXEeHHSIM
y autga4oro imyHosora. B imyHorpami Bijg3Ha-
yaeThes BiacyTHicTh imyHOrm00yainy A (0,0 mr /
100 M nmpu wopmi 69,00-382,00), 3umKeHUi
piBeHb imyHoraooymainy G (654,5 mr / 100 mu
npu Hopmi 723,00—1682,00), pisetb imyHOrIyOYy-
Jiny My Meskax HOpMHU. 3akKJIIOYeHHS JliKapsi-
CYPIOJIOTA: IBOCTOPOHHE KOHAYKTUBHE YPAKEHHS.
3aiiMa€eTbcs 3 JIOTOTIE/IOM 3 TIPUBOJIY 3arajibHOTO
Heopo3BuHeHH MoBJieHHs 11 piBHS.
OcobamBocTi eHOTUIy — TilepTeIOpusM,
KosI000Ma paiilykHOI OOOJIOHKU TIPABOTO OKa,
JOBTHUI (DIIBTP, KOPOTKA BEPXHsI Ty0a, HUKYE PO3-
TANIOBaHi BYIITHI MYIILJI, TpeaypuKyJIsapHi MIKipHi
TSIKI 110 TIpaBiit cTopoHi (puc. 1), MikporHaTis.
Og¢manvmonozivnuii ozrsd. Toctpora 30py:
0D 0,2/0S 0,2 3 kopekriiero OD sph +1,0 D cyl —
2,5D, OS sph +1,5 D ¢yl — 2,0 D ax 180. T'octpo-
Ta 30py 3 Kopekiieio 0,6 OU.
Pedpakromerpisi ckiackoriuna, aBTopedpak-
TOMETPIst: 3MilIaHUI acTUrMATH3M 060X OUeil.
OuHi MJIMHA PIBHOMIPHI, PYXOMiCTh OYHUX
s0JyK 0OMeKeHa B TOPU3OHTAILHOMY HAIIPSIMKY.
Odrampmockomiuno: OD — mepenniii Bizpi3ok
He 3MiHEHU], iris — Kog060Ma y HISKHII YacTuHi
3 BEPTUKAJIBHUM JePEKTOM, TIPU OTJSAI OYHOTO
JIHA — y HUXKHBOMY BiUIIJT BiJICYyTHICT CY/IMHHOI
060JI0HKN Ta ciTkiBKU. /[ana KosoboMma He J0XO-
JIUTD JI0 MaKYJSPHOI MIJISHKU Ta JUCKY 30POBOTO
HepBa, SIKi CTPYKTYpHO He 3MiHeHi. OS — mepes-
Hill BiJIpi30K, ONTUYHI cepeloBUIlla Ta 3a/iHiiA cer-
MEeHT BiITIOBIIaI0OTh HOPMI.
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[Tpu momarkoBoMy obcreskenHi: fundus report —
3HAYHKX PO3MIPIB KOI06OMA CYAUHHOI 000JIOHKU
Ta CITKIBKHM, 3 1HTAKTHOIO MaKyJoOIO Ta JIUCKOM
3opoBoro HepBa. OCT — apxiTeKkTOHIKA CiTKiBKH
B MaKYyJISIPHIH JUISHIT 30epeskeHa.

Bpomkena Baza ceprist, mpeaypuKyJIsIpHi MIKip-
Hi TSK1, KOI0OOMa paiiy KHOI Ta CyAnHHOI 00010~
HOK OKa Ta CITKIBKM JlaJIu Ii/ICTaBU 3aIi/J03PUTH
y mautuan CES. 3 mertoio Bepudikariii miarnosy
MIPOBE/IEHO ITUTOTeHEeTUYHE JOCJI/PKEHHSI XPOMO-
coM. BecTaHoBJIeHO KiHOUMIT KapioTHIl, BUSIBJIEHO
MapKepHYy XPOMOCOMY, dKa MPUCYTHSI B KOXKHIl
npoaHasnizoBaniii kaituHi (puc. 2). Illutorenerny-
He JOCJIKEeHHST JOMOBHEHO (IyopeciieHTHOI0
ribpuausariero in situ (FISH) i3 3acTocyBaHHSIM
soHziB g kputruHoi aingaku CES (jraboparo-
pisd MeAMYHOI TEHETUKU CITeIiai30BaHOTO MeIu-
KO-TeHeTUIHOTO 11eHTpY «OXMAT/ANT», Kuis).
BusiyieHO HOpMaJIbHUIA PO3IOAI CUTHAJIIB JIOKY-
ciB 22g11.2122¢13.3 Ha 1BOX HOPMAJIBHUX XPOMO-
coMax 22. MapkepHa XpoMoOcOMa He MiCTHJa
BUITEBKA3aHNUX JIOKYCIiB.

Kapiotun murunan 47,XX + mar. Ish 22¢711.2
(HIRA+), 22¢13.3 (ARSA+) (puc. 3).

Y nmopanpmmriii  A1aTHOCTUIII BUKOPHUCTAHO
MYJBTUTITICKCHY JTa303aekHy aMILIi(ikaliio
(multiplex ligation-dependent probe amplifica-
tion, MLPA) i3 3acTocyBaHHSAM KOMILJIEKTY
Mikpozesneriiinux 3ou1i8 SALSA MLPA P245-B1
dipmu MRC-Holland, MICDEL-1. [locmiaKeHHs
npoBosusocss B Iuctutyrti Martepi ta dutnnun
(Bapmasa, Ilompma). /lane pocniakenns He BU-
SIBUJIO He30aTaHCOBAHOCTI TEHOMY Y KPUTHYHUX
perioHax MpeACTaBJIeHUX CUHIPOMIB MiKpoje-
Jiertii /ayutikaiiii y 3actocoBaHomMy HaboOpi 30H/1iB
(3oxpema 22g11 ta 22g13).

HacTtynHuM KpOKOM y IarHOCTUII CTaB IMaKeT
nepBUHHUX iMyHOMedinmTiB (;1aboparopis Invitae,
CIIA) sixkuit Briouae 102 renu, misixoM cexkBe-
nyBanus HoBoro mnoko’ninHg (Next-generation
sequencing, NGS). Bugasierno yotupu Korrii TeHa
ADA2 ta IL17RA, ki po3TalioBaHi y perioHi
22q11, mo € xputnunum ayasg CES.

HocaigxeHHsT BUKOHAHI BiITIOBITHO 10 TIPUH-
muiiB lenbcinebkoi [lexnapaitii. ITporokon jo-
caipKeHHsT yxBajeHuil JlokaqbHUM eTUYHUM
komiterom (JIEK) Bcix 3a3HaueHux y poboTi ycra-
HOB. Ha mpoBesieHHst OCTiIzKeHb Oy10 OTPIUMaHO
noiHhopMoBaHy 3rojty 0aThbKiB AUTHH.

OO6roBopeHHst

CHWHIDOM KOTSYOTO OKAa BWUHUKAE BHACJIZIOK
JIOJIATKOBOI MAapKEPHOT XPOMOCOMH Y IUTOTreHe-
TUYHOMY IOCJIKEHH], SIKa € MeHTIoo 3a 21 xXpo-
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Puc.1. MpeaypukynapHi gictynu
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Puc. 3. dniyopecueHTHa riopuamaadis in situ (FISH): HopmanbHwii pos-
noain curHanis nokycis 22q11 1a 22q13.3 Ha ABOX XpoMOcoMax 22

MOCOMY, Ma€ JiBa IIEHTPOMEPU i3 CyNmyTHUKAMH
3 000X CTOPIH Ta € iHBEPTOBAHOWO MAYILIIKAI[IEI0
pissiaky inv dup(22)(q11) [1]. 3a nanumu Jitepa-
TypHu, 3 MeToio imeHTudikamii 22 XxpomocoMu
BUKOPUCTOBYIOThCST (hJIyOpeciieHTHa TiOpuan3a-
uisg in situ (FISH) i3 3acTocyBanHsM 30H/IB /11
kputnuHoi Aitgaku CES, a Takoxx MyabTUTIIEKC-
Ha JirazosasexkHa ammuigikamis (MLPA)
[12,14,15,16]. Tlpore y Hamomy KJiHIYHOMY
BUIAJIKY JaHUMM JOCJIJIKEHHSIMU He BAAJIOCS
BUSIBUTH He30aTaHCOBAHOCTI TEHOMY Y KPUTHYHUX
perionax 22q11 ta 22q13. CES xapaxrepusyeTbcs
3HAYHOIO KJIIHIYHOIO MiHJIMBICTIO, MPUYMHA AKOI
1 J10ci 3a/InIIa€ThCcs HeBiZloMOI0. MU Tipe/icTaBUIN
kainiuanii Bumagok CES y nutwnn, y gxoi criocte-
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piranuca BBC, mpeaypuxyagpHi MIKipHI TSKi,
Kos1000Ma paiily’KHOI Ta CYAMHHOI OGOJOHOK i
CITKIBKM OKa, IBOCTOPOHHE KOHAYKTUBHE yPasKeH-
H, 3aTPUMKA MOBJIEHHEBOTO PO3BUTKY, iMyHO/Ie-
dinuT, 6e3 aTpesii anyca.

Y mitepaTtypi moBimomiseTbess Tpo 6 TeHiB
(CECR2, SLC25A18, ATP6V1E1, BCL2L13, BID
i MICAL3), siki 3HAXOAATHCSA Y KPUTUYUHIN JJIst
CES pingumi (oxyc 22g711) ta MOXyTh OyTH
MOB'sI3aHI 3 aTpes3i€ro aHyca Ta IIpeaypuryJisap-
uumu dicrymamu 'y CES [13]. Mu onucyemo
amrmidikarnio reniB ADA2 ta IL17RA, gaxi Tex
3HAXONATbCSl Y KPUTUUYHOMY perioni 22q11
Ta MOKYTb OyTH BiIIOBiZaTbHUME 32 KOJTOOOMY
paiilysKHOI Ta CyIMHHOT 000JIOHOK i CITKIBKH, ITpe-
AYPUKYJISPHI IIKIPHI TSKi, TOTAJIbHUI aHOMAJIb-
HUH JpeHak JieTeHeBUX BeH, /I0/IATKOBY BEPXHIO
MTOPOKHUCTY BEHY INPU JAHOMY CUHApPOMi. ['eHn
IL17RA ta ADAZ2 posrtamoBaHi y sokyci 22q11.1.
[TaxeT nepBUHHUX iIMyHOEPIIIUTIB MICTUB TaKOXK
IHIIT TeHW KPUTUYHOTO periony 22 q11, came TeH
TBX1, mo 3uaxomutbes B Jokyci 22g11.21, ren
IGLL1 — wmicrie po3TainyBanssi B Jjokyci 22g11.23,

JITEPATYPA

poTe He BifisHaueHO aMILTiikallii JaHnX TeHiB,
IO JIa€ TIPABO MPUIYCKATH, IO MapKepHa XPOMO-
coma sIBJisi€ coO0T0 IHBEPTOBaHY AYIIIKAIi0 Haii-
GIJTBIIT TIPOKCUMATBHOTO PETI0HY IOBTOTO Tieya 22
xpomocomu (22g11.1). dx wam Bijmomo, 1e Tep-
MU KTIHIYHWH BUTIAIOK B YKpaidi, KoJu BepH-
(ikarito CES npoBouiu 3a 101oMOroio CeKBeHy-
BaHH4 HOBOTO nokommiaHsa (NGS) [17].

BucHoBku

Hasepenuti Bumagoxk CES 'y autunm
JIEMOHCTPYE KOPEJISIIII0 MiK TeHETUYIHOIO TTepedy-
noBoto Ta mposiBamu (enoruny. IlogBoenns
He migoro wieda dup(22)(ql1), a jumie npokcu-
MaJIbHOTO PErioHy JIOBroOro eda 22 XpOMOCOMH,
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