YntamTte Hac Ha canTe: http://med-expert.com.ua

YK 575.224+576.316

M.I. Qywap’, I'.P. AkonsH', I'.B. Makyx', M.B. Bnox', J1.B. KocTio4eHKo’

CuyHApOM «KOTA4YOro oka» 6es arpesii aHyca,
3 amnnidikauieto reHiB ADA2 ta IL17RA
(KNiHIYH BUNAA0K)

'AY «lHcTuTyT cnapkoeoi natonorii HAMH Ykpainn», M. JTbBiB, YkpaiHa
23axigHoyKpaiHCbKUiA criewiani3oBaHuin OUTSYMIA MeaMYHUIA LEeHTP, M. JTbBiB, YKpaiHa

SOVREMENNAYA PEDIATRIYA.2019.2(98):57-60; doi 10.15574/SP.2019.98.57

CMHAPOM «KOTSYOr0 OKa» — piAKicHa XpOMOCOMHA MaTonorif i3 AyXe Pi3HOMAHITHOI KNiHIYHO KapTWHOMW. XapakTepHUMU CUMMITOMaMU CUHAPOMY
€ Konioboma panfyXHoi 060/I0HKN OKa, NpeaypuKynapHi LWKIpHi TAxi a60 icTynun, aHomanii aHyca, BpOKeHi Baau cepus Ta HUPOK.

MeTa: yTO4HEHHS JiarHo3y y AUTUHM i3 BPOLKEHOK0 BALOK Cepus Ta CTUrMamMn Anu3emMopioreHesy.

[liarHo3 rpyHTYETbCS Ha BUABNEHHI [JOAATKOBOT MAapKePHOi XxpOMOCOMN, iKa NOXOANTb 3 22 XpOMOCOMU. HaBe1eHO KIiHIYHE CNOCTEePeXXeHHs 4-PiYHOT AiBYUHKM
i3 CMHAPOMOM «KOTA4Or0 OKa» 6e3 aTpesii aHyca. [liarHo3 BCTAHOBNIEHO METOLOM CEKBEHYBaHHA HOBOrO MOKOMiHHA (next generation sequencing, NGS).
Y perioni 22q11.1 ineHtudpikoBaHo 4oTupn Konii reris ADAZ Ta IL17RA. TipeAcTasneHnii BUNa[oK AeMOHCTPYE KOPENALo MK reHeTU4Hoto nepebynoBoto
Ta nposisamn cheHoTuny. MoABOEHHs He uinoro nneva dup(22)(q11), a nuwwe NPOKCMMANbHOrO perioHy LOBroro nieya 22 XpoMocoMu, Je NoKanisoBaHi
aynnikoaHi redn ADA2 Ta IL17RA, 3ymoBnioe Taki nposisn doeHoTuny: BBC, npeaypukynspHi WKipHi TsXi, KOn060My paiify)XHOi Ta CyAMHHOI 060M10HOK
Ta CITKIBKM 0Ka, 3aTPUMKY MOBIEHHEBOIO PO3BUTKY, IMyHOLeiLNT, 6e3 aTpesii aHyca.

Knto4oBi cnoBa: CMHAPOM «KOTAY0r0 0Ka», MapkepHa XpOMOCOMa, CEKBEHYBAHHS HOBOrO NOKOJIHHS.
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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
ADA2 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 «Kowlaybero rnasa» 6es aTpe3nu aHyca,

¢ amnnndukaumeri reHoB ADA2 n IL17RA (knMHU4YecKuia cny4vamn)
MU. fywap', I'P. Akonsan', I B. Makyx', M.B. Bnox', J1.B. KocTro4eHko?

TY «WuctutyT HacneacTeeHHoi natonorun HAMH YkpauHbl», r. JbBOB, YKpaunHa

23anafHoOYKPaNHCKNIA CNeLnaniu3upoBaHHblil AeTCKUA MeLULMHCKMIA LeHTP, T. JTbBOB, YKpanHa

CnHAPOM «KOLa4bero rnasa» — peakast XpOMOCOMHAs NaTosorks ¢ 04eHb PA3HO0OPA3HON KIIMHNYECKO KapTUHOW. XapakTepHbIMU CUMMTOMaMM1 CUHAPOMA
ABNAIOTCA KONOOOMA pafy>XHON 060/104KM N1a3a, NpeaypukynspHble KOXHbIE TN UAN OUCTYNbI, aHOMaNUN aHyca, BPOXAEHHbIE MOPOKN CepaLa u NoYek.
Llenb: yTo4HeHWe anarHo3a y pebeHka ¢ BPOXAEHHbIM MOPOKOM CepALa 1 cTurmamu Au3amMopuoreHesa.

[lnarHo3 0CHOBbIBAETCS HA BbIBMIEHNN AOMOMHUTENbHOA MAapKEPHO XPOMOCOMbI, KOTOpas MPONCXOAUT U3 22 XPOMOCOMbl. OMKUCaHO KNWHWYECKoe
HabnaeHNne 4-neTHeN 4eBOYKN C CUHAPOMOM «KOLIA4bero rnasa» 6e3 aTpe3un aHyca. [luarHo3 yCTaHOBSIEH METOAOM CEKBEHUPOBAHNS HOBOTO MOKONEHUS
(next generation sequencing, NGS). B pernoxe 22q71.7 ugeHTncuumposaHo veTbipe konuu reHoB ADA2 v IL17RA. TIpeAcTaBneHHbIA Cyyaii AeMOHCTpUpyeT
KOPPensLmMI0 MeXAy reHeTUYECKOI NepecTponKo n npossneHnamMm deHotuna. YaBoeHue He Bcero nneyva dup (22) (q11), a TofbKO NPOKCMManbHOro pernoxa
L/IMHHOTO nfieya 22 XpOMOCOMbI, TAe NOKann30BaHbl AynanunMpoBaHHble reHsl ADA2 w IL17RA, 06ycnaBnuBatoT Takue nposeneHus eHotuna: BIIC,
npeaypuKynspHble KOXHbIE TSHKU, KONOOOMY pajyXHOA W COCyAUCTOA 060M0YEK M CeTYaTKW rnasa, 3afiepXKy PevyeBoro pasBuTus, UMMyHOLEULMT,
6e3 aTpesnu aHyca.

Knioyesble €10Ba: CUHAPOM «KOLLA4bero rnasa», MapkepHas XpOMOCOMa, CEKBEHMPOBAHWUE HOBOrO NOKOMEHNS.

Beryn

Hy I1aTOJION0 — BEPTUKAJIbHY KOJOOOMY paii-
CI/IH,Z[pOM «KOTs4oro OKa» (cat eye syndro- myskHoi o6Gosnonku oka [3]. CES Bmactusa
me, CES, OMIM 115470), Bigomuii eHoTumoBa MIiHJINUBICTH, IMOYUHAIOYN  Bif

Takox K curgapom IImiga—IIIpakkapo (Schmid-
Fraccaro syndrome), — 1e piaKiCHUII CHHIPOM
MHOKMHHUX BPOJ/KEHUX BaJl PO3BUTKY, SIKUIA
3ycTpivaerbest 3 vactoroo 1:50 000—1:150 000
cepen skuBoHapokenux [1,2]. Cungpom OyB Ha-
3Banuii «Cat Eye» yepe3 tumnoBy ohrasbMoIoriv-
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MAIiEHTIB i3 Mailke HOPMAJbHUM (DEHOTUTIOM 10
MaIiEHTIB 13 BaKKUMHU BPOKEHUMH BajaMH,
SIKi CTAHOBJISITH 3arpo3y KUTTIO [5]. Jlumie y 41%
XBOPUX BI/I3HAYAEThCI XapaKTepHA Tpiajla CHUM-
HTOMIB: KOJI060Ma paiiyKHOI 000JIOHKH, aTpesist
anyca 3 (icTyso0 Ta TMpeaypuKyJSpHI IKipHI
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Tski Ta/abo dicrynn [6,7]. Komobomu npu CES
MOKYTh TaKOK 3aJydaTd CYAUHHY OOOJOHKY
Ta,/ab0 CITKIBKY.

Taxo:x xapakreproio o3Hakoo CES € yeperno-
JguteBi aucmopdii (TimepresopusM, aHTUMOHTO-
JIOIIHUHI  pO3pi3 OYHUX MIIJIMH, MiKpPOrHaTis,
posmiiinHa MigHeOIHHs, HU3HKO PO3TalloBaHi
BYIIHI MY, MiKPOTisl Ta CTE€HO3 30BHIIIHLOTO
cayxoBoro mpoxojy). Cepes iHITUX BPOJKEHUX
Ba/l PO3BUTKY CHUHIPOMY IMPUTAMaHHI BPOJXKEH1
Ba/u cepig (AHOMAJBHUM CIJIUB JieTeHEBUX BeH
ta Tetpasa Daso), Baau HUPOK (rinoriasis/are-
HEe3isT HUPKM ), @ TAKOXK BHYTPIITHBOMEYiHKOBA 200
nosaredinkoBa Oiiapua atpesis [1,2]. ¥V sitepa-
TYPi MOBIJIOMJISIETHCS PO TIIEPIHCYIIHEMIIO, BaXkK-
KUl iMyHO/IeIilUT i cepiio3HI KOTHITUBHI MOPY-
neHHs [4], Bposkeny piadgparmanpuy kuay [11].

3a panumu Jiteparypu, y 30% mnaiieHTiB Bij-
3HAYAETHCI PO3YMOBA Bi/ICTANICTD BiJl JIETKOTO JIO
IIOMipHOTO cTyIeHsa BakkocTi. Hemae sBHO1 (heno-
TUIIOBOI PI3HUII MiXK PO3YMOBO BiJCTaIUMU
namieHTaMu i mamieHTamMu 6e3 po3yMOBOI BigcTa-
gocti OEC [6,7].

V nepesasxuiii 6inbinocti punazakis CES Bunu-
Ka€ BHACJIIOK /I0/IATKOBOT MapKEPHOI XPOMOCOMH,
SKa CKJIA/IAETHCS 13 JIBOX 1/IEHTUYHUX CETMEHTIB 22
XPOMOCOMH 1 SIBJISIE COOOIO [MIEHTPUIHY XPOMO-
COMY i3 CyIyTHHKaMK 3 000X CTOPIH Ta € iIHBEPTO-
BaHOIO AyILTiKalieo minguku 22pter — ql1,
sTKa TTO3HAYAETHCS SIK 1m0 dup (22) (q11). lpucyr-
HIiCTD TTOIIOGHOT MaPKEPHOIT XPOMOCOMU B KapioTH-
Il O3HAYa€ HASBHICTH JABOX /OAATKOBUX KOIIN
misstHRU 22pter — 11, TOOTO 4aCTKOBY TeTpaco-
Mito 22 xpomocomu [1,8,9].

Kinmpka BpomkeHMX Bajl PO3BUTKY, SIKi Tiepe-
kpuBatoThucs i3 CES, a came mpeaypukysspHi
mKipHi TsOKi Ta/abo dicTyam, MiKporHaTisi, Bpo-
JUKEeH1 BaJu CcepIlsi MOKYTh BUHUKATH BHACJIZIOK
cimeiiHoi Tpanciokatii t (11; 22) y cunzapomi der
(22), a B okpeMuX BUIAJKaX — BHACJIIOK JIyTITi-
Kaitii inBeproBanoi pingaku 22¢g 17 [8,9]. IIpokcu-
MajbHA YaCTUHA JIOBTOTO ILIeYa XpPOMOCOMU 22
(22g11.2) Gyna Bu3HAHA <TapsS4YMM MicCIIeM» JIJIsT
nepeOy/I0BU XPOMOCOM 1 MIiCTHTh KPUTUYHUN
perion cunapomy CES Tta /i xopmxi [10],
3aitMae pubimsHo 2,1 M6 i MicTUTh HOHAIMEH-
nre 14 renis [13].

Hasoodumo enacne xiiniune cnocmepencenms
eunaoky CES y dumunu

[Tpobans sxiHOYOI cTaTi, 4-pidHOTO BiKY, BI
4-1 BariTHOCTI, 4-X TepMiHOBUX (i3i0JOTTUHIX
MOJIOTiB, HApoKeHnT 3 Macoto 3300 T, TOBKHUHOIO
Tima 52 cM, 3a mkanoo Anrap 8/8 Gamnis. Barbku
COMaTUYHO 3/I0POBi, He TepebyBaloTh y GJIM3BKO
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criopijiHeHOMY 1LTI001, CIAJKOBICT He 00TsKEHA.
Crapmi cuben 3moposi. Ilicas HapoKeHHS
y pmiBumHKu giarHoctoBaHo BBC — ToraspHUit
AHOMAJIbHU JIpeHak JieTeHeBUX BeH (IHTpakap/ii-
asbHa (hopma), BTOPUHHUM JleeKT MixKIepecep/-
HOI TIeperopo/IKM, BIIKPUTA aopTajbHa IMPOTOKA
(BAII), Binkpute oBambhe BikHO (BOB), nomat-
KOBa JIiBa BEPXH MMOPOoKHUCTA BeHa. [Ipu yaprpa-
coHorpaiuHOMY  JIOCJIJIDKEHHI ~ BHYTPIIIHIX
OpTaHiB Ta HEWPOCOHOTrpahiuHOMY AOCIIKEHH]
nartojorii He BusiBjeHo. Ha 7-ii geHb KUTTS
y Hentpi aurtgdoi kapmaiosnorii Ta KapaioXipyprii
M. KueBa auTuHi TpOBENIEHO pajinKaabHy KOPEK-
I[if0 TOTAJbHOTO AHOMAJBHOTO IPEHaXy Jiere-
HEBUX BEH, 3aKPUTTS BTOPUHHOTO JedeKTy Mix-
nepejicepaHoi neperopoaku, nepen’ssku BAII
Ta JI0JIaTKOBOI JIiBOI BEPXHbOI MOPOKHUCTOI BEHHU.
3 aHaMHe3y BIiJJOMO, M0 TICUXOMOTOPHUA
PO3BUTOK JUTHUHU Bi/INOBiIa€ BiKy (TOJI0BY IToYa-
Jla TpUMaTH y 3 Mic4ili, caMOCTifHO cijia y 7 mics-
1[iB, camocTifiHo modasa xoauTu B 11 micsiB).
Yacro xBopie Ha pecripaTopsi iHdexii. 3Ha-
XOIUTHCS il JUHAMIYHUM CIOCTEePEKEeHHAM
y JIUTSYOro imMyHosora. B imyHorpami Bin3Ha-
4a€eThCst BiACYTHICTD iMyHOTIOOYaiHY A (0,0 Mr /
100 ma mpu wopwmi 69,00-382,00), s3HmKeHNH
piBetb imynorsobysiny G (654,5 mr / 100 mu
npu zHopwmi 723,00—1682,00), piBeHb imyHOTIyOY-
gdiny My Mekax HOpMH. 3aKJIOUeHHS JiiKapsi-
CYpZIOJIOTa: TBOCTOPOHHE KOHITYKTUBHE YPaKeHHS.
3aiiMa€eThCs 3 JIOTOMEZIOM 3 TTPUBOLY 3arabHOTO
He/opo3BuHeHHS MoByeHHs I11 piBHs.
OcobauBocTi (heHoTHUNy — TilepTeTOPHU3M,
Kosl060Ma paiiy’KHOi OOOJIOHKH IPAaBOTO OKa,
JOBIruii (hibTp, KOPOTKA BEPXHS IryOa, HIKYE PO3-
TaloBaHi BYNIHI MYIILIi, IpeaypUKyJISpHi KipHi
TSIKI 110 TIpaBiii cTopoHi (puc. 1), MikKporHaTis.
Og¢manvmonoziunuii ozind. Toctpora 30py:
OD 0,2/0S 0,2 3 kopekitieto OD sph +1,0 D cyl —
2,5D, OS sph +1,5 D cyl — 2,0 D ax 180. T'ocTpo-
Ta 30py 3 Kopexkiieo 0,6 OU.
PedpakTomerpisa ckiackoriuna, aBTopedpak-
TOMETPIsT: 3MilIaHWI ACTUTMATH3M 000X OUeid.
OuHi MIJWMHA PIBHOMIPHI, PYXOMICTh OYHUX
s101yK 0OMeKeHa B TOPU3OHTAILHOMY HATPSIMKY.
Odrampmockomniyno: OD — mnepenniil Bifpi3ok
He 3MiHeHMUi, iris — KosoboMa y HUKHII YacTHHi
3 BEPTUKAJIBHUM [e(EeKTOM, MPU OTJSALI OYHOTO
JIHA — Y HUJKHBbOMY BiJUIiJT BIICYTHICTD CY/IMHHOI
060JIONKN Ta ciTkiBKM. /lana xomoboMma He J0XO-
JIUTD /10 MaKyJIAPHOI JIIJISTHKY Ta UCKY 30POBOTO
HepBa, SIKi CTPYKTYpHO He 3MiHeHi. OS — mepes-
Hill BiZIpi30K, ONITUYHI cepe/loBUIIA Ta 3a/[HIH cer-
MEHT BiJIMOBIZIAI0TH HOPMI.
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[Tpu nomatkoBoMy oOcTeskenHi: fundus report —
3HAYHUX PO3MIpPiB Kos000OMa CyANHHOI 0O0JOHKH
Ta CITKIBKM, 3 IHTAKTHOIO MaKyJIOl0 Ta JUCKOM
3opoBoro HepBa. OCT — apxiTeKTOHIKa CITKIBKU
B MaKyJISIPHIil AisTHIT 30epekeHa.

Bpokena Bazma cepiid, npeaypukyJisipHi MIKip-
Hi Ts1K1, KOT0O0Ma paiiy’KHOI Ta Cy IMHHOT 060J10-
HOK OKa Ta CITKIBKM JIaJIW MiJICTAaBU 3aIliI03PUTH
y mutuan CES. 3 meroio Bepudikaiiii piarHosy
IIPOBE/IEHO IIUTOTEHETUYHE OCJII/KEHHSI XPOMO-
coM. BcTaHoBJIeHO KiIHOUMI KapioTHIl, BUSBJIEHO
MapKepHY XPOMOCOMY, SKa TPUCYTHS B KOKHIH
npoaHasuizoBaHii kiaitTuHi (puc. 2). [lutorenerny-
He JIOCJI/IKeHHST JIOMOBHEHO (hJIyOpecIieHTHOTO
ribpuausarieio in situ (FISH) i3 3actocyBanHsM
30HAIB st kputnanoi minsaku CES (sa6opato-
pisd MeIUYHOI TEeHETUKHU CIIeliali30BaHoTo Meu-
Kko-renetnyHOrO 1eHTPY «OXMAT/IUT>, Kuin).
BusiBsieHo HOpMaTbHU PO3NOJIIJI CUTHAJIIB JIOKY-
ciB 22q11.2122q13.3 Ha 1BOX HOPMaJbHUX XPOMO-
comax 22. MapkepHa XpoMocoMma He MicTHJa
BUIIEBKA3aHUX JIOKYCIB.

Kapiortun autuan 47,XX + mar. Ish 22¢71.2
(HIRA+), 22¢g13.3 (ARSA+) (puc. 3).

Y nopanbmiifi  iaTHOCTUIN BUKOPUCTAHO
MYJIBTUILJIEKCHY JIITa303a/IeKHy aMILTidikaliio
(multiplex ligation-dependent probe amplifica-
tion, MLPA) i3 3acTtocyBaHHSIM KOMILJIEKTY
Mmikpozesertiiinux 30u1iB SALSA MLPA P245-B1
¢dipmu MRC-Holland, MICDEL-1. [TocrimskenHs
npoBoausocda B Iucturyti Matepi ta Jutuau
(Bapmaga, Ilonbmia). /lane mocmaijskeHHs He BU-
SIBIJIO He30AJIAaHCOBAHOCTI T€HOMY Y KPUTHYHUX
perioHax Tpe/CcTaBJeHUX CUHJPOMIB MiKpoje-
Jienii/aymutikanii y 3actocoBaHoMy HaOOPi 30H/1IB
(3oxpema 2211 ta 22q13).

HacTyrmHuM KpoKOM y JIIarHOCTHUIN CTaB MaKeT
nepBUHHUX iMyHOedinuTiB (J1abopartopist Invitae,
CIIA) sxwuit Bkmioyae 102 renm, mIsixoMm cekBe-
HyBaHHgd HOBoro mokojiaHg (Next-generation
sequencing, NGS). BusBieno 4otupu Koriiii reHa
ADA2 ta IL17RA, siki posrtamoBaHi y peTioHi
22q11, mo € kputnunum st CES.

HocuainxenHs BUKOHaHI BiMIOBIAHO 0 MPUH-
nuniB ['esbcincbkoi [exmapartii. IIpoTokon mo-
CJi/IKeHHsT yxBajeHUN JIOKaJbHUM €TUYHUM
komiterom (JIEK) Bcix 3a3HayeHux y po6oTi ycra-
HoB. Ha nipoBeiens gociiapkens 0y/10 OTpUMaHO
noirdopMoBany 3roy 6aTbKiB TUTUHHU.

OO0roBopeHHs

CHUHIpOM KOTS'YOTO OKa BUHUKAE BHACII/IOK
JIO/IATKOBOT MapKEpPHOI XPOMOCOMU Y IIUTOTEHE-
TUIHOMY JOCTi/IKEeHHI, JKa € MeHIoio 3a 21 xpo-
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Pue.1. NpeaypuKkynapHi gictynu

4« ! i ;

8 T i e §a

- » 8y 5 9 o
L] i L ] - . J
Se BT aW o s §B 2

W OB} 8% PR OsE wm A
L] ) L] L] - - L]
i@ B ft T
w " - - L k]
]

re ix - g . &
- - - F 4 e — W w

L]

-

Puc.2. Kapiotn npo6aHpa. 47, XX + mar

Puce. 3. dnyopecueHTHa ribpuamnsauis in situ (FISH): HopmanbHuii pos-
noAin curHanis nokycis 22q11 1a 22q13.3 Ha 1BOX Xpomocomax 22

MOCOMY, Ma€ [[Ba IIEHTPOMEpPU i3 CYNyTHUKAMU
3 000X CTOPIH Ta € iHBepTOBAHOIO AYILIIKAI[Eo
misstaky inv dup(22)(q11) [1]. 3a ganumMu Jitepa-
TypHu, 3 MeTol imeHTHdiKaIii 22 XpoMocoMH
BUKOPHMCTOBYIOThCS (hJIyOpeciieHTHa Tibpuansa-
mig in situ (FISH) i3 3acTocyBaHHSIM 30H/IIB /I
kputnyHoi fingaku CES; a Takox MyJIbTATIIIEKC-
Ha JirazozasexxHa amraigikamis (MLPA)
[12,14,15,16]. IIpoTte y wHamomy KJiHiuHOMY
BUTIQ/IKY JJAaHUMU JIOCJIJKEHHSIMU HE BJAJI0Cs
BUSIBUTH HE30QJIaHCOBAHOCTI TEHOMY Y KPUTUYHUX
perionax 22q11 ta 22q13. CES xapakTepusyeTbcs
3HAYHOIO KJIHIYHOIO MiHJIMBICTIO, IPUYMHA SKOI
1 710ci 3auiaeThed HeBijioMo0. Mu mipeicTaBuin
kmiaiyani Bunagox CES y nutunm, y sxoi crocre-
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piramucs BBC, mpeaypukyasipHi IMKipHI TSIXKI,
KosT000Ma paiily’KHOI Ta CYAMHHOI OOOJIOHOK i
CITKIBKM OKa, /IBOCTOPOHHE KOH/YKTUBHE ypasKeH-
Hs, 3aTPUMKa MOBJIEHHEBOTO PO3BUTKY, IMyHO/Ie-
dirut, 6e3 arpesii anyca.

Y miteparypi TOBiIOMJISETHCS TPO 6 TeHiB
(CECR2, SLC25A18, ATP6V1E1, BCL2L13, BID
i MICAL3), ki 3HaXOAATHCSA Y KPUTWUYHIN JJIs1
CES pinsguni (sokyc 22g711) ta MOXKyTh OyTH
MOB's3aHi 3 aTpe3i€lo aHyca Ta IpeaypuKyIdap-
numu dictyramu y CES [13]. Mu omucyemo
amruridikariio reniB ADA2 ta IL17RA, gKki Tex
3HAXOASATHCA y KPUTHUYHOMY perioni 22q11
Ta MOXKYTh OYTH Bi[IOBiZATBHUMK 32 KOJOOOMY
paiiysKHOI Ta CyIMHHOI 000JIOHOK 1 CITKIBKH, TIpe-
AYPUKYJIAPHI MKIPHI TSXKi, TOTATIbHUN aHOMaJb-
HUI JIpeHaX JierTeHeBUX BEH, JOJATKOBY BEPXHIO
MOPOKHUCTY BEHY TPU JaHOMY cUHApoMi. ['eHu
IL17RA ta ADAZ2 posramosani y jokyci 22g11.1.
[Taker nmepBUHHUX iIMyHOEDIITUTIB MICTUB TaKOXK
IHIITII TeHu KpUTUYHOTO periony 22 g11, came TteH
TBX1, mo 3HaxomauTbcs B Jokyci 22g11.21, ren
IGLL1 — miciie po3tanryBaHHs B Jokyci 22q11.23,

JITEPATYPA

MpoTe He BijBdHaYeHO amIutidikaliii JaHuX TeHiB,
110 JIa€ TIPaBO MPUITYCKATH, IO MapKepHa XPOMO-
coma siBJisie co6010 iHBepTOBaHy AYIUTIKAIi0 Haii-
GiJTBIIT TPOKCUMATIBHOTO PETIOHY IOBrOTO Tieya 22
xpomocomu (22g11.1). dx nam Bimomo, 11e tep-
IUIA KJIIHIYHUN BUINQIOK B YKpaiHi, KOJU Bepu-
dikamirto CES nmpoBoaninm 3a 1010MOTO0 CEKBEHY -
BaHHA HOBOTO nokoJiiHHA (NGS) [17].

Bucnosku

Hasenennit Bumnagox CES 'y autunm
JIEMOHCTPYE KOPEJISIII0 MisK TEHETUYHOIO T1epedy-
noBoo Ta mposiBamu denortutmy. I[loaBoeHns
He 1isoro mieda dup(22)(ql1), a surre mpoxcu-
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