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XAPAKTEPUCTHUKA BAIIAJIKIB KJIBIIEBOI XPOMOCOMM 22 'Y TITEA
I3 3ATPUMKOIO CTATO-KIHETHYHOI'O TA IICHXO-MOBHOT'O PO3BUTKY

B.B. Kypaxosa, III.A. Kynvoanaceea, B.O. I'anazan, M.A. l{uzanxoea

Hayionanvna oumsua cneyianizosana nikapusi (HCJI) "OXMAT/TUT"

Cneyianizosanuti meOuuno-renemuynuil yewmp, m. Kuig

Pedepar

Y emammi nodarno onuc kniniunoi xapakmepucmuxu i 1a60-
PamopHoi OlarHoCmMuKu 080X UNAOKIE KIIbYe80l XpOMoCcoMU
22, axi eusisnieno y oimell i3 epybo0 3ampumMKo0 cmamo-
KIHeMU4HO20 1 NCUXO-MOBHO20 PO3BUMKY NPU PYIMUHHOMY
XPOMOCOMHOMY AHANIZE 3 NOOANLUUM GUKOPUCTHAHHAM Ni0-
meepoAHCYIoUOi JiarHOCMUKY 3a OONOMO20I0 (QIyopecyenm-
HOI in situ eiopudusayii.

Mera. [Iposedenns Kopenayiino2o aHanizy Mixc KIiHIYHUMU
ma 1abopamopHuMy OaHUMU y NPOOAHOIE I3 6UABLEHOIO Na-
moJorieto y euensioi Kinoyegoi xpomocomu 22.

MarepiaJn i MeToau. /[imeti ckepogysanu i3 pisHux perionan-
HUX MeOUYHUX YCmarnog i obcmesicysanu na 6asi Kuiecvroeo
MeOUYHO-TeHeMUYH020 YeHmpy oumsadoi Jnikapui
"OXMATIHUT". J[na ecmanosnents muny XpomocomHoi ne-
peby006u GUKOPUCTIOBY AU MEMOO CIMAHOAPMHO20 Kapio-
munysannsi, Ilpu ¢ryopecyenmuii in situ 2iopuousayii u-
Kopucmosgysaiu 08okonvoposuti [JHK-30n0 DiGeorge
Region Probe - LSI TUPLEI SpectrumOrange/LSI ARSA
SpectrumGreen (Vysis).

Pe3ynbTaTH if 00r0BOpeHHS. [1i0 uac pymunHoeo ananizy xpo-
Mocom y dimell i3 RI003POI0 HA XPOMOCOMHY NAMOLOTII0 MU
sUAGUIU 08a BUNAOKU Kilbyegol xpomocomu 22. 3 sicosano,
WO KIIHIYHI 0COOIUBOCIT 080X 0OCMENCEHUX NAYIEHMIE He-
cneyughiuni, mob6mo 6e3 yumoreHemuuHo20 00CcmediceHs Oi-
armo3 XpomMoCcoOMHOI namoorii nocmasumu 8adicko. B 0b6ox
BUNAOKAX NPOBOOUNU CMAHOAPMHE KAPIOMUNYBAHHSL | BUSI-
sunu aHomanviy xpomocomy 22. Ilpu oocnioxceni 3a dono-
Mo2010 ayopecyenmuoi in situ 2iopuouzayii uepeoHi cue-
nanu aokycy HIRA (22ql11.2) npeocmasgneno na 060x xpo-
mocomax 22, ane 3eneHuil cueHai, moomo nokyc 22ql3.3, €
Jiuuie Ha OOHI CIMPYKIMYPHO HOPMAbHIL Xpomocomi 22, Ha
IHwil (Kinbyesiil) 6in giocymHiil. Monocomisi 0062020 nieua
xpomocomu 22, a came noxycy 22q13.3, € xapakmeproio 0
cunopomy @enan-Marx/lemioa, HaseHicMb IKO20 6CMAHOG-
JIOEMbCA HA OCHOGI IATHOCMUKU 34 00NOMO2010 ¢hryopec-
yenmuol in situ 2ibpuousayii Ha 6dce BKA3AHUL JIOKYC.
BucHoBoOK. /Jimu i3 3ampumkoio QizuuHo2o, Cmamo-KiHemuy-
HO20 Mad NCUXO-MOBHO20 PO3GUMKY NIONs2AI0Mb 0008 'A3K0-
B0MY CIMAHOAPMHOMY KAPIOMUNYBAHHIO Md, NPU HEOOXIOHOC-
Mi, MONEKYIAPHO-YUMOTEHEMUYHOMY OOCIIONCEHHIO Y GUe-
501 FISH-0iarnocmuxu ma inwux cneyughiunux Moaexyusip-
HO-TeHemuyHux memoois. Ilopienioouu oani HasedeHo2o 0o-
CLOACeHHsl, NPOOAHOU, 8 KAPIOMUNI AKUX BUSGIEHA KIIbYesd
xpomocoma 22, e manu cneyugpiunux Kiiniunux osnak. Kui-

HIYHI O3HAKU HA2AOYIOMb NPOSIGU, XAPAKMEPHT NPU MOHOCOMIT

aokycey 22q13.3, wo y Odicepenax nimepamypu onucame siK
cunopom Denan-Max/Jepmioa.

Karouosi ciioBa: xpomocomna namonoris, Kiibyesa xpomo-
coma 22, cunopom Denan-Max/lepmioa
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Abstract

DESCRIPTION OF CASES OF RING
CHROMOSOME 22 IN CHILDREN WITH
STATIC-KINETICAND MENTAL-SPEECH
DELAY

V.V. KURAKOVA, Sh.A. KULBALAEVA, V.O. GALAGAN,
M.A. TSYGANKOVA

National children special hospital "OKHMATDYT"
The Center of Medical Genetics, Kyiv, Ukraine

This article describes the clinical features and laboratory
diagnostics in two cases of ring chromosome 22, which was
found in children with severe static-kinetic and mental-
speech delay during routine chromosome analysis and
subsequent fluorescent in situ hybridization diagnostics.
Aim. 7o carry out a correlation analysis between clinical and
laboratory data of probands with a ring chromosome 22.
Materials and Methods. Children were referred from various
regional medical facilities and examined in Kiev Medical
Genetic Center at the "OKHMATDYT" Hospital. The method
of standard karyotyping was used for determination of the
type of chromosomal rearrangements. For fluorescent in situ
hybridization was used a two-color DNA probe DiGeorge
Region Probe - LSI TUPLE1 SpectrumOrange / LSI ARSA
SpectrumGreen (Vysis).

Results and Discussion. During the routine chromosome
analysis in children with suspected chromosomal pathology
we found two cases of ring chromosome 22. The results
showed that the clinical features of the two patients were
nonspecific, i.e., cytogenetic diagnostics is necessary for
chromosomal aberrations determination. In both cases the
abnormal chromosome 22 was detected during the method
of standard karyotyping. After fluorescent in situ
hybridization red signals of the HIRA locus (22q11.2) were
on both chromosomes 22, but the green signal, locus ARSA
22q13.3, on only one normal chromosome 22, in another
chromosome 22 (ring) it is absent. The monosomy of the
long arm of chromosome 22, locus 22q13.3, is distinctive of
a well-described Phelan-McDermid syndrome, which is
determined by FISH-diagnosis of the above locus.
Conclusion. Children with delayed physical, static-kinetic
and mental-speech development delay are subject to
mandatory standard karyotyping and, if necessary,
molecular cytogenetic analysis in FISH-specific diagnostics
and other molecular genetic techniques. On comparison of
the results of the study, proband karyotypes in which a ring
chromosome 22 was revealed had no specific clinical signs.
Clinical signs are similar to manifestations characteristic
of 22q13.3 locus monosomy, which is described in literature
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as the Phelan-McDermid syndrome.
Keywords: chromosomal aberrations, ring chromosome 22,
Phelan-McDermid Syndrome

Beryn

XpOMOCOMHA TIATOJIOTisSl HA ChOTOJTHI BITHOCUTHCS
710 TSHKKHX (POpM BPOIKEHOT ATOJIOT1i 1 € CKIIATHOIO
SK Y KIIHIYHIH, TaK i y 1a0opaTopHiil AiarHOCTHIII.
Cepen ycix MaIi€HTiB, sKi BIEpIIE TPOXOIATh Me-
JTMYHO-TeHETUYHE KOHCYJIBTYBAaHHS Yy CHeIiali3zo-
BAHOMY MeJUYHO-TeHeTHyHOMY 1eHTpi (CMITI)
HACHT "OXMATAUT", BuainseThCcs 3Ha4Ha rpyTia
(611151 40%) 13 3aTPUMKOFO (PI3HIHOTO, CTATO-KIHETHY-
HOTO, TICUX0-MOBHOTO Ta PO3yMOBOT'O PO3BUTKY.

[Ipu HUTOTEHETUYHOMY OOCTEKEHHI ITi€i
TpYIH AiTeH MosiBa KUTBIIEBUX XPOMOCOM, CEepe/T 1H-
X He30aIaHCOBAaHUX XPOMOCOMHUX 1epeOy/I0B B
KapiOTHII MAIli€HTIB, BIAHOCUTHCS IO PIIKICHUX
¢dopm criopanuunux Bunaakis [1]. Cepen ycix Kiib-
[IEBUX XPOMOCOM HAYACTIIIIE TPAIUISIETHCS KUThIIEBA
xpoMocoma 22. Brepmre Taka nepeOymgoBa Oyna
ormmcana Weleber Ta rpymoro aBropiB y 1968 p. [2].
3aranom npuBeaeHo Oins 60 BUMAAKIB KUTBIIEBHX
XpoOMOCOM 22, TIpO IO BKa3aHO Y PI3HUX JKEpeax
MeANYHO1 JTiTeparypu 2, 3, 4].

MeToro ToCIiKeHHs OyII0 TPOBEIEHHS KO-
PENALIHOTO aHaJli3y MIXK KJIIHIYHUMH Ta Jadopa-
TOPHUMH JTAHUMHU Y TIPOOAH/IIB 13 BUSBJICHOIO Ta-
TOJIOTI€10 Y BUIIISAI KiJTBLIEBOT XpPOMOCOMHU 22.

Marepiau i MmeToau

Ipamo Buxonano y CMIT] HICJ "OXMATIUT"
Ha OCHOBI IPOCTIEKTUBHOTO METMYHO-TEHETHYHOT O
koHcybTyBanus (MIK) miteit. Ilpu nposenenni
MIK BUKOPHCTAHO PE3YIIBTATH SIK 3arajibHO-KITiHiu-
HUX, TaK ¥ TCHETUYHMX METO/IB, @ CaMe: KITIHIYHO-
T'€HEOJIOT1YHOTO, IUTOICHETUYHOTO Ta MOJIEKYJIISIP-
HO-IIUTOreHeTnyHoro. ObcTexxkeHo /Bi ciM'l mpo-
OaniB, skux ckepoBano Ha MI'K i3 pisHux perionis
VYkpainu 3 1iarH030M 3aTPHUMKH (Pi3UIHOTO Ta IICHX0-
MOBHOTO PO3BHTKY.

J171s1 BCTAaHOBJIEHHSI TUITY XPOMOCOMHOT] ITe-
peOyioBH BUKOPUCTOBYBAJIM METOJ CTaHIAPTHOTO
KapioTUITyBaHHA: CTUMYITbOBaH1 PI'A 1 KyI6THBOBaH1
72 roguHU TiMQOLUTH BEHO3HOI KPOBi, 00po0IieH1
TIMOTOHIYHIM pO34MHOM i (ikcoBaniy 3:1 eTaHOI-
OLITOBII KKCIOTI; modapboBani GpapoHukom ['im3a
13 TIOTIePEeTHBOI0 0OPOOKOIO MPEIMETHUX CKEJICIlh
TPUIICHHOM. [5]. AHaI3 XpOMOCOM MPOBOAMIIHN 3

JIOTIOMOT'OF0 CHCTEMH aBTOMAaTHYHOT'O pO300pY Xpo-
mocoMm Applied Spectral Imaging (I3pains), sikicTs Xpo-
MOCOM - He MeHIre, Hik 400-500 cerMeHTIB Ha rar-
noinHmii HaOlp, aHanizyBanu He MeHie 20 meradas-
HUX TUTACTHHOK.

@myopecreHTHy in situ riopuaun3ariro (FISH)
3aCTOCOBaHO B 000X BUMaAKax. i aHasi3y BHKO-
pucrtano asokonsoposuii JIHK-30u1 DiGeorge
Region Probe - LSI TUPLE1 SpectrumOrange/LSI
ARSA SpectrumGreen (Vysis). Po3mip mocmimkysa-
Horo JTokycy ARSA cranoBuB 334 kb: mounnascs
BiZ eHTpomepw 3 reHy SBF1 i 3akiHdyBaBcs B iH-
tepBauti Mmixk reramu SHANK3 1ACR. Meron mpu-
rotyBanHsi FISH-nipenapariB nmpoBoauim 3riHo 3
iHCTpYyKIIi€to BupoOHUKa [6]. [IpenmMeTHi ckenbIst
mricys riopu3altii i BiIMUBKE 00poOIIsuTH (hiryopec-
1ieHTHUM OapBHUKOM DAPI, aHai3 xpoMocom mpo-
BOIMIIH Ha pryopectiieHTHOMY Mikpockori Olympus.
XapaKTepUCTUKY PO3TAIIyBaHHS JOCITIKYBaHUX
perioHiB xpomocomu 22 1moiaHo Ha puc 1.

Bynp-sika KijbLieBa XpoOMOCOMa YTBOPIOETHCS
IIJISIXOM PO3PUBY TEPMiHAIBHUX CYOTEIOMEPHUX
TIOCJTiTOBHOCTEH KOPOTKOTO 1 JIOBTOTO IIJIeYa 1 yTBO-
PCHHSIM TaK 3BaHHX "JMIKUX" KIiHIB, III0 3MHKAIOTh-
cs1y KibIle [7]. BTpara reneTnuHOr0 MaTepiany Ha
KOPOTKOMY ITUIEYi XpOMOCOMH 22, 3arajioMm, He Cy-
MIPOBOJIKYETHCS MATOIOTIYHUMU KITHIYHUMHU BHSI-
Bamu. [Ipu BTpari cyOTeIoMepHUX MOCIIAOBHOCTEH
JIOBTOTO Tieya (30Kpema, y okyci 22q13.3), € witko
BUpaKEHI KITiHIYHI cuMIiToMu [8]. BimoMo 61u3bK0
250 renis, siki MicTAThCS y J0Kyci 22q13.3 i BTpara
SIKMX TIPU3BOMTH JI0 PO3BHUTKY MMATONOT11. 30Kpema,

- 22q11.2 LS| TUPLET
" SpectrumOrange

-22q13 LSI ARSA
22 SpectrumGreen

Puc. 1
Cxemamuyne po3mauty8ants CUSHALIB HA XPOMOCOMI 22
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/

Puc. 2
Cxema ymeopeHHsl Kiibye8oi Xpomocomu
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mikpozenenis 22q13.3 acomiroeTses i3 CHHIPOMOM
®denan-Max/lepmina (OMIM #606232). Takuii T
XPOMOCOMHOT 1Iepe0y/10B1 YaCTO BUHUKAE SIK CITOH-
TaHHA MyTallisl, aJIe MOXE 3  IBUTHCS BHACIIJIOK YTBO-
PEHHS KUTBIIEBOi XpOMOCOMHU 22 i3 BTPAaTOO TEPMi-
HaJILHUX JIOKYCIB JIOBTOTO TIJIeya, 1 CIMEHHUX TpaHC-
JIOKaIIi# 13 ygactio 1okycy q13.3 xpomocomu 22 [3].
Po3mip neneroBaHoro gpparMenTy (3aJeKHICTh 1031
TeHETUYHOTO POIYKTY) 1 BTpaTa KPUTHUHHX JIOKY-
ciBARSA 1 SHANK3 Bu3Hauae kiiHIKy martieHTa [9].
[TikaBo, mo rer SHANK3 Takok acomiroeThes i3
PO3BUTKOM TaKHX XBOPOO, SIK ayTHU3M 1 30 peHis,
a TaKOXX BIMOBIAbHUM 32 PO3BUTOK HEHPOTIOBE-
JIIHKOBUX aHoMaTii [10].

Jlyis1 BCTAaHOBJICHHSI IPUPOIH 1Ii€i mepely-
JIOBHA JIarHOCTHUKA 3aBXKIU [MOYMHACTHLCS 13 CTaH-
JAPTHOTO KapiOTUITyBaHHS, SIK "'30JI0TOTO CTaHAAp-
Ty" IIUTOTEHETUYHOT TIarHOCTUKH. Y BUITAIKAX MiK-
pozernenii BUKOPHCTOBYIOTh MOJIEKYIISIPHO-LIUTOT e-
HETUYHI MeToaM: (UTyOpeclieHTHa in situ riopuau3a-
ist (FISH) 1 mopiBHsIIbHA TEHOMHA TiOpUIN3AIis
(arrayCGH).

PesyabTaru it 00roBopeHHs

[Tix 9ac pyTHHHOTO aHAII3Yy XPOMOCOM Y JITEH 13 mi-
JI03POI0 HA XPOMOCOMHY TATOJIOTIF0 MU BHSIBUIIH
JIBA BUIAJIKH KUTBIIEBOT XpoMocomu 22. Bunukia
i7est 00 €HATH 1 TIOPIBHATH 11l JIBA BHUITAJIKH, OC-
KUTBKH 3" sICYBaHHS BiJIITOBITHOCTI KJIIHIYHOI KAPTUHU
nalieHTa TUITY XpOMOCOMHOT Iepe0y10B1 HEOOXiTHE
JUIS. BCTAHOBIICHHSI JI1arHO3Y JIIKapeM-TeHETHKOM,
PO3paxyHKy I'€HETHYHOTO PU3HMKY Ta BHUPIIICHHS
HU3KH MEIMYHO-COIIAIbHAX TUTaHb JJIS CIM .

BianoBiiHO 110 JpKepe TiTepaTypu KITiHIKa,
o0yMoBIieHa Mikposerneriero 22q13, mae cBoi 0c0o0-
JMBOCTI Y BUIJISIIL M SI30BO1 TIIOTOHIT y HEOHATAIIb-
HOMY Tepio/ii, MOPYIIeHHI KOOpAWHAIIT i X0H, 3a-
TPUMKH MOBHOTO PO3BHTKY, PO3YMOBOI BiJICTaIOCTI
Ta YepernHo-IUIEeBUX au3Mopdiil (Mikpouedaris,
eKaHT, BeJIUKI BYIITHI pakoBUHU). Cepe/t oBe/IiH-
KOBUX OCOOJIMBOCTEH BiIMIYalOTh arpecuBHY MOBE-
JHKY 1 TIEPaKTUBHICTb, a TAKOXK 3HUKEHUH NOPIT
60s160BO1 uyTHBOCTI [11].

JudepeHiiiiHa JiarHOCTHKA i€l TaToIorii
MIPOBOJUTHCS CEPEll CUHAPOMIB, SIKI XapaKTepH3y-
IOTHCSI M'SI30BOFO T1IOTOHIE0, 3aTPUMKOFO TICUXO-MOB-
HOT'O PO3BUTKY 1/200 ayTUCTHYHOI TIOBEIIHKH (CHH/-
pomu [panepa-Bimi, Aurensmana, Binbsvca, Cmita-
Marenica, Coroca, pparizbHOT XpOMOCOMH X, & TAKOXK
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JTSYUH TiepeOpatbHuiA napaiy, aytusm). [11].

[Mpo6ang Nel. ITamienTa CKepOBaHO Y
CMI 1y Biwi 3,5 poKiB BiJg Kap 100 14HOTO LEHTPY
3 METOI0 BUKJIIOYEHHS XPOMOCOMHOI naroiorii. Jiu-
THUHA HApOJAWIIACS BiJ IpyTol BariTHOCTI Ta MEePIINX
TMOJIOTB (TIepIla BariTHICTh 3aBMepIia y 16 THKHIB).
[Tonoru Oynu yckiiaTHEHUMH KeCapeBUM PO3THHOM
Ha 41-42 TwKHI; Bara IUTUHU TPU HAPOJDKEHHI -
3800 r, 3picT - 54 cm, Amrap - 6/6 6aiis. IIpena-
TaJIbHUH TeHETUYHUI CKPUHIHT Y MaTepi mpobania
npoBovuy 1Bidi - Ha 10-11 Ta 16-18 TrkHI, 3TiHO
13 SIKMMH BariTHa HE yBIHIILIA 10 TPYIIH PU3UKY 3a
XPOMOCOMHOIO MATOJIOT €.

denotun npodaHIa XapaKTepru3yBaBCsl JIn-
HEBUMH JU3MOPQISIMH Y BUIVISAI BUCOKOTO ITiTHE-
OiHHSI, aKpOMeTalii, MOPYIICHHSIM MaJIbIIEBOTO PSIY
Ha JIBOX CTYITHSX, ITUPOKUMH TUCTATLHIMU (haiaH-
raMy MaJIbLIB PYK Ta BUPAKEHOIO M'S30BOIO TiMO-
TOHI€I0 Ta arakciero. [laronorii 30py i cyxy He BH-
siieHo. 111010 mo1asbIIoro po3BUTKY TUTHHH, CITiT
3a3Ha4YMTH, [0 TI0YaJia TPUMATH TOJIOBY B 6 MiCSIIIiB,
CaMOCTIIHO XOJTUTH Y 3 pOKH, TIPOTE, X0/1a Oyia He-
cTilikoro (arakcist). Y 3,5 poku mpoOaH;1 He TOBOPHB,
aJie BITi3HABaB PiJTHHUX; CTOSB Ha 00JIIKY Y HEBpOTa-
TOJIOTA 32 MiCIIeM IPOKUBaHHS B 1,5 poky 3 mpu-
BO/Iy TUTSTIOTO IIepeOpaTbHOTO Mapasivy i 3aTpUMKH
TICXO-MOBHOTO PO3BUTKY; CY/IOM HE OYJI0.

Cepen iHIIKX TOCITiKEHb TPOBEICHO HEH-
pocoHorpadiro, e 3adikcoBaHo rigporedarnio; Y30
CepIlsi BUKIIFOUHJIIO HasIBHICTD BPOJDKEHHX BaJl CepLIst
(BIIC) Ta maroutoriit miokapa.

[TpoGanx No2. CkepoBaHUii 3 perioHAILHO-
IO MEJMYHO-TeHETUYHOTO HEHTPY 3 METOK0 yTOU-
HEHHS JiarHo3y. J{uTuHa Bij mepmioi BariTHOCTI i
MepIInX MOJIOT1B, Hapoariack 3 Baroto 2500 11 poc-
ToM - 51 cm. IIpu HapopkeHH] Oyna acdikcis 1 TpH-
BaJ1a JKOBTAHUI (10 | MicaLst). Y HEOHaTaTbHOMY
nepiozi BusiBieHo Baay cepus - OAII (Bigkputuit
aopTaJIbHUI MPOTOK), 3 TPUBOLY YOTO TUTHHA OYII0
OTIEPOBAHO.

JTo CMI1I npoGan 3BepHyBCs Y Billi 6 po-
KiB, y SIKOTO He OYJI0 BUSIBIICHO CTUTM TU3€MOpiore-
He3y Ta IHIIUX BPOKEHHX Baj. J\MTHHA pO3BHUBa-
Jacs 3 3aTPUMKOIO CTaTO-KiHETHYHOTO, ICHX0-MOB-
HOTO Ta (i3MYHOrO po3BUTKY. Ha MOMeHT oOcTe-
JKEHHs1 y ipoOan1y OyB BiACYTHIN KOBTaJbHHNA Ta
KyBaJIbHHH peduiekc. HeBposoriunmii cran xapak-
TEpU3yBaBCs CIACTUYHHUM TeTpamnape3om. Ciix 3a-
3HAYMTH, 10 PE3yNIbTaTH IHCTPYMEHTAIBHUX 00CTe-
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Kapiorpama xpomocom nayienma Nel(4) i nayienma Ne2 (B). Kinoyesa xpomocoma 22 exasana cmpinxoio. G-memoo
Gapoysanns; x1000

xeHb (MPT ronoBHOro Mo3Ky) noka3aim HasiBHICTb
rinomnJasii JoO0BUX J10JIb T T1IOILIA3110 MO30JIHC-
toro Tiya. Komm'torepHa Tomorpadis BUsiBUiIa 03-
HaKU apaxHO1/1aIbHOT KICTH.

baTpkaM AUTHHM NPOBOJUIN IIUTOICHE-
TUYHE JA0CIIPKEHHS, XPOMOCOMHUX NIepeOy/10B HE
BUSBIICHO.

Pe3ynbraTi UTOI€HETUYHUX JOCIIIKEHD
npoOaH/1iB HaBEIEHO Ha puc. 3.

B 000x Bunaakax mpoBOJWIN CTaHIApPTHE
KaplOTUITyBaHHS, /1€ 1 BUSIBUIM aHOMAJIbHY XpOMO-
comy 22 (puc 3 A, b). IlinTBepmkeHHs (pakTy yTBO-

PEHHS KiJbIll BCTAHOBJIIOBAJIM 32 JOIOMOTOIO
FISH-metony 31 3actocyBanusaM JIHK-30uny
DiGeorge Region Probe: uepBonumii curnan npea-
craBieHuid Jokycom 22ql1.2 (HIRA), a 3enenuii
Bianosinae nokycy 22q13.3 (ARSA) (puc4 A, B.).
Pesynbratu kapiotuny 1 FISH-nocnimkeHHs:
- mamieHt Nel - 46,XY,r(22)(pl1.1q13.3).1sh
22ql11.2(HIRA+),22q13.3(ARSA-)
- mamieHT Ne2 - 46,XX,r(22)(p11.1q13.3).1sh
22ql11.2(HIRA+),22q13.3(ARSA-).

UepsoHni curnanu gokycy HIRA (22q11.2)
IpEJICTaBICHO Ha 000X XpoMocomax 22, ajne 3eie-

A

Puc. 4

(A. b.) FISH-intocmpayis: 300pascenns nokycie 22q11.2 (HIRA), 22q13.3 (ARSA) na xpomocomi 22. A.- cmanoapmmuii
euenso, b. - ineepmosanuii FISH (pomo xpomocom nayiecuma Ne2); x1000
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HUIA cUrHaJ, ToOTO JIokKyc 22q13.3, € numie Ha oHIN
CTPYKTYPHO HOpPMaJIbHIN XpoMocoMmi 22, Ha 1HIIIH
(xiBLIEBIiT) BiH BiICYTHIH (puc. 4). Y 1IbOMY JIOCITi-
JDKEHH1 YepBOHE CBIYEHHS BUCTYIIHJIO SIK TIO3UTHB-
HUI KOHTPOJIb BUKOHAHHS JOCIIKeHHS, a 300pa-
JKEHHS 3€JICHOTO (DIBTPY MOKa3aio BTpary cyoTe-
JIOMEPHOI MOCIIiTOBHOCTI Ha TOBrOMY TI€Yi OfHI€T
XpomMocomu 22.

OTtox, HE3BAYKAIOYH HA Te, [0 OOMIBA BU-
MaJIKK MalOTh OIHAKOBY XPOMOCOMHY ITepeOyI0BY,
y ONMCAaHMX NMPOOaH/1iB KIiHIYHA KapTHHA pi3Ha, He-
Mae 3arajJbHUX PUC PO3BUTKY 3aXBOPIOBaHHS. € He-
BPOJIOTiYHA KJTiHIKA y 000X MAIlI€HTIB, Tpy0a 3aTpruM-
Ka (hi3MIHOTO, ICUXIYHOTO PO3BHUTKY, M's130Ba T1IIOTO-
Hig 1 atakcis. [Ipote, 11i 03HaKH pUTaMaHH1 6araTboM
XPOMOCOMHHUM 1 T€HHUM CHHIPOMAaM, 3aIli03pUTH
came MaToJIOTiF0 XPOMOCOMH 22 HEMOXKITUBO.

MOoJKIIBO, Take pO3XO/DKEHHS aHAMHE3Y 00-
YMOBJICHE Pi3HOIO JJOBKUHOIO JIEIETOBAHOTO XPO-
MOCOMHOTO ()parMeHTy, a OTXKE, PI3HOIO KiTHKICTIO
BTPauEHUX I'€HIB y JIOCII[KYBAaHOMY JIOKYCI, IO Ji-
arHOCTYETHCSI TUTBKY 13 BUKOPHUCTAHHSAM BHCOKOTYT-
JUBUX METO/IIB JOCITIKeHHs. Hampukina i, MoxHa
Bukopucrary arrayCGH (mopiBHSIIBHY TeHOMHY T10-
puIH3aLifo a0 MOJIIEKYIISIpHE KapiOTUITYBaHHS ), sIKa
TECTY€ BCl XpOMOCOMH HA HAsSIBHICTh MIKPOIEJICIIii
1 MIKpOTyTITIKAIi{ 13 TOYHUM BKa3aHHSIM TOYOK JIO-
kamizaii. s posmudposku nepsunnoi JJHK mo-
CJIITOBHOCTI 1 MMOITYKY TOYKOBUX MYTalliif 3aCTOCO-
BY€TBCSI METO]] CEKBEHYBaHHSI.

BucHoBku

1. JlitH 13 3aTpuMKOIO (Di3HYHOTO, CTATO-KIHETHYHOTO
Ta MCUXO-MOBHOTO PO3BHUTKY MiUIATAIOTH 00OB 3~
KOBOMY CTaHJIApTHOMY KapiOTHUIYBAaHHIO Ta, PU
HEOOX1THOCTI, MOJEKYISIPHO-LIUTOICHETUIHOMY
nocipkeHHto y BUsii FISH-miaraocTiky Ta iHmmx
crier(iYHIX MOJIEKYIISIPHO-TeHETUIHHX METO/IIB.

2. TTopiBHIOIOYH BUCITIIM HABESJICHOTO JIOCIIHKESHHSI,

npoOaH/IH, Y KapiOTHITI IKUX BUSBJICHO KUJIBLIEBY XPO-
MOcOMY 22, He MaJTH CHEIM(DIIHIX KIIIHIYHIX O3HAK.
3. KuniHiuHi 03HaKH Hara{yf0Th BUSIBH, XapaKTEPHi IIPU
MOHOCOMI1 JTOKycy 22q13.3, 1110 y JpKepernax Jiiteparypu
ormcaHo sik cuHapoM Denan-Mak/lepmina.
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