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CuHopom peneuii 22g11.2 (cuHapom i xxopaxi) € 0oHVM i3 HaNNOWVPEHILLMX Cepen XDOMOCOMHMX aHOMAaI, SKUIA XapakTepuayeTbCs MHO-
XMHHICTIO Ta BapiabenbHICTIO ypaXeHHs PI3HVIX OpraHiB i CUCTEM: CEPLEBO-CYAMHHOI, iIMyHHOI, HEPBOBOI, EHA0OKPUHHOI, CKENETHOI.

MeTa — nigBULLNT HACTOPOXEHICTL NiKapiB WOA0 AiarHOCTUKK CUHAPOMY Aenedji 22q11.2 y nauieHTis i3 CyA0MHUM CYHOPOMOM Ha OCHOBI
aHaniay KNiHIYHOro BUNaaKy.

OnucaHo KNiHiYHKIA BUNagok cuvHapomy i xopaxi (mikpogeneujii 22qg11.2) y xnondvka i3 CyAOMHUM CUHAPOMOM, AiarHOCTOBaHUM
y Billi 14 pOKIB LLNAXOM FrEHETUYHOrO TECTYBaHHSA Yepes Nifo3py Ha eninenTuyHy eHuedanonarito. JdiarHocToBaHi rinodyHKLia napatmtonoaio-
HOI 321031 Ta rinokanbUieMist O4eBMOHO OyIM NPUHUHOK CYAOMHOrO CMHAPOMY Ta NOTPeOyBanM 3MiHW TaKTUKI NikyBaHHA. Hessaxatoun Ha
HasBHICTb T- i B-nimdoneHii, y xnonynka He 6yno 4actoro iHQEeKLinHOro cMHAPOMY. BiaCyTHICTb BU3HaYanbHMX O3HaK CUHAPOMY AeneLji
22011.2 B paHHbOMY BiLLi, 30KpEMA, BIACYTHICTb AaHUX NPO BPOAXEHY Bay CEPLIS, BUDAXEHUX NNLEBUX AM3MOPDIN, YacTuX iIHPEKLUIN, He aanu
3MOrV 3anigo3puT e CUHAPOM Y PaHHBbOMY BiL.

BpaxoByiouu NoWMpPEHiCTb, MHOXMHHICTb | BapiabebHICTb ypaxeHHs Ta PidHUIA CTyMiHb TAXKOCTI KAiHIYHUX NPOSIBIB NpW CUHAPOMI AeneLji
22q11.2, naujeHTy 3 Taknum CUHAPOMOM MOXYTb 3YCTPIYATUCE Y NPaKTIL] KOXHOro nikaps. Mpn cyaoMHOMY CUHOPOMI B NOEAHAHHI 3 NOpYy-
LWEHHAMM PO3BUTKY HEOOXIOHO BMKIOYATV CUHOPOM aeneuji 22q11.2 y Oyab-akomy Bii. LUnpwa 06i3HaHiCTb WoAo AN3MOPMIMHNX Ta KAiHi4-
HVIX MPOSIBIB CMHAPOMY AACTb 3MOrY Kpalle AjarHOCTyBaTu BuiLLie3a3HadyeHe 3axBOPIOBaHHA, ke NoTpebye MyNsTUAMCUMNNIHAPHOrO Niaxoay
N0 BEAEHHS.

JlocniaxXeHHs BMKOHaAHO BiANOBIAHO A0 NPUHLIMIB [eNbCiHCLKOI Aeknapadii. Ha npoBeaeHHs A0CNIAXEHb OTPUMAaHO IHPOPMOBaHy 3roay 6aTsb-
KIB AUTUHN.

ABTOPY 3a4BNFI0Tb NPO BIACYTHICTE KOHDNIKTY IHTEPECIB.

Kniouosi cnoBa: cvHapom genedii 22911.2, cuigpom i xxopaxi, rinonaparvpeos, rinokanbuiemist, CyaAoMN.

Seizures in a teenager as a manifestation of 22q11.2 deletion syndrome
O.R. Boyarchuk, L.A. Volianska
I. Horbachevsky Ternopil National Medical University, Ukraine

22011.2 deletion syndrome (DiGeorge syndrome) is one of the most common chromosomal abnormalities, which is characterized by multiplicity
and variability of damage to various organs and systems: cardiovascular, immune, nervous, endocrine, skeletal.

The purpose is to increase doctors' awareness regarding the diagnosis of 22g11.2 deletion syndrome in patients with seizure disorder based
on a clinical case analysis.

Here we report a clinical case of DiGeorge syndrome (22g11.2 deletion syndrome) in a boy with seizures diagnosed at the age of 14 years
by genetic testing because of suspected epileptic encephalopathy. Diagnosed hypofunction of the parathyroid gland and hypocalcemia are
obviously the cause of seizures and required a change in treatment. Despite the presence of T- and B-lymphopenia, the boy did not have a
frequent infectious syndrome. The absence of defining signs of the 22q11.2 deletion syndrome at an early age, namely the absence of data for
a congenital heart defect, pronounced facial dysmorphias, frequent infections, did not give an opportunity to suspect this syndrome at an early
age.

Taking into account the prevalence, multiplicity and variability of the lesion and the varying degree of severity of clinical manifestations in 22g11.2
deletion syndrome, patients with this syndrome can be found in the practice of every doctor. With seizures in combination with developmental
disorders, it is necessary to rule out 22g11.2 deletion syndrome at any age. Wider awareness of the dysmorphic and clinical manifestations of
this syndrome will allow better diagnosis of this disease, which requires a multidisciplinary approach to management.

The research was carried out in accordance with the principles of the Helsinki Declaration. The informed consent of the patient was obtained
for conducting the studies.

No conflict of interest was declared by the authors.
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Beryn

WHIPOM Jienieltii 22 xpomocomu (22q11.2)

€ OJTHUM 13 HAUTIOIIUPEHIIINX cepeji XPo-

MOCOMHUX aHoMaJniii [2], wactora siKo-
ro cranosuth 1:2000—1:6000 HOBOHaApOKEHUX
[3]. Lleit cunmpom BiOMUII TaKOX SK CUHIPOM
i lxopmxi [2]. Binbmicts Bumagkis (90-95%)
cungapomy generii 22q11.2 € cnopagudyHuMu
3 BapianTamu de novo [14,17].
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BpaxoBytoun, 110 mpu jgeserii  XpoMocomu
BiZlOyBa€ThCSI BTpaTa TEHETHYHOTO MaTepialry,
Jle PO3MITIeHi KiTbKa JIeCSITKIB TeHiB, KITiHiKa MOXKe
Oyt myxe pisHoMmaniTHOW0. IIporte 1yst cwHIpPO-
my Jli JIpKOpIUKI BUALISIIOTh HAlGiIbII XapaKTepHi
KJIIHIUHI TPOIBU: BPOJXKEHI BaJu ceplis, AU3MOP-
diuni pucu 06MYYs, TIIIONIIA310 TUMYCa, PO3IIIi-
JINHY TBEPAOr0/M’SIKOTO MiAHEeOIHHS, TiloOKaIb-
miemito 3a paxyHok rinomapatupeosy [11]. Cepen
BPOJKEHUX BaJ CEPIlsl HAWOLIBIN XapakTepHUMU
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€ KOHOTPYHKaJIbHI ieeKTH, Taki sk TeTpaga Da-
JI0, 3aTaJIbHUI apTepiaibHuii cToOBOYD, KoapKTallist
aoOpTH, TPAHCTIO3UIliS MariCTpaJbHUX CYAWH, [e-
GekT MIKILITYHOUKOBOI nieperopoiku [16]. JIutesi
nu3Mopdil  XapakTepusyioTbCd Mikpotiedali€ero,
rinepTesIopu3MoOM, HU3bKO PO3MIllleHUMHU, Jieop-
MOBaHUMHU, MAJIOTO PO3MipPy BYIIHUMHU PaKOBUHA-
MW, eMiKAaHTYCOM, BY3bKUMU OYHUMU IILTHHAMH,
MiKpOTHaTi€o ab0 PeTpOrHaTieln, aHTHMOHTOJION -
HUM PO3Pi30M Oueil, BUCTYIIAI0YUM HOCOM 13 BeJIu-
KUM KiHYMKOM a00 TilOMJIACTHYHUM HOCOM, Ma-
JICHBKUM POTOM i3 BUBEPHYTOIO BEPXHBOIO TYHOIO,
MaJIeHbKUMU 3yGamMu, KOPOTKUM (DLIBTPOM Ta acu-
Metpi€eio o6syyst. [imoKanbIlieMiss 4acTo IPU3BO-
JWTH 10 PO3BUTKY cyzoM. linmoriasis abo arniasist
TUMYCA TTPU3BOJIUTH JI0 PO3BUTKY IMYHOAEDITTUTY,
SIKUI CTIOCTEPIraeThest y 25% MiTell, mepeBaskHo 3a
paxyHok nedimuty T-manku imynitery [18—19].
[leit curapom KIacuikyloTh cepesl BPOKEHUX
HOMIJIOK IMyHITETY sSIK KOMOIHOBAaHWN iMyHO-
nediuT 3 acoliioBaHUMU Ta CHHAPOMAIbHIMU
pucamu [22]. Y 5% niteii piserr CD3 moxe OyTu
<1500 KaiTHH y MKJI Ta BH3HAYaTHUCS HU3BKUN
piBeHb BUCIYHUX Kijelb T-KIITUHHUX pelenTopis
TREC (T-cell receptor excision circles) 3a pe3yiib-
TaTaMU HEOHATAJbHOTO CKPUHIHTY HA TSIKKI KOM-
6inoBani imyHozedinuT [21]. 3aneskHo Bif rimo-
mrasii abo arurasii Tumyca cunapom /i Isropmxa
KJIacu(DIKyIOTh sIK YacTKOBUI abo moBuuii [6,17].

OxpiM TepesiueHuX HalOIIBII XapaKTEPHUX
O3Hak, y aitent i3 cungpomom [li JIKop/Ki MOKYTh
BUSABJATUCI aHOMAJIii HUPOK, TICUXIUHI PO3Jaji,
npobsieMu 3 TOAYBAHHSIM 1 KOBTaHHSIM, 3HUKEH-
HS CJIyXY, 3aTpUMKa POCTY. ¥ JesSKUX BUIAJKaX
MOXYTh BUHUKATU ayTOIMYHHI PO3Jajiy, PO3JIaan
3 OOKy IIeHTPaJIbHOI HEPBOBOI CUCTEMU, aHOMAJIIi
cKkeseTa, ohTasIbMOJIOTIUHI TPOOIEMH, TITIOILIa3is
eMaJli Ta 3JI05IKiCHI HOBOYyTBOpeHHH [18].

3aTpuMKa PO3BUTKY i/ab0 TpobsieMu 3 Hab-
YaHHSIM TaKOK € 4acToio MPobJIeMoIo, sKa 3yCTpi-
vyaeThest npubausto y 90% sunazkis. 1i nposiBu
MOXYTh BapiloBaTU BiJl JETKUX /0 TSLKKUX, THOMI
BOHU € OCHOBHUMH CUMITTOMaMU Ta TIPUBOJIOM JIJISI
rocritamisarii [2].

[TooguHoki 4M penuuanuBHI CYJOMU MOXKYTb
CIIOCTEPITaTUCH MTPOTATOM YChOTO SKUTT 1 yacTiine
MOB’sI3aHi 3 TIMOKAIBITIEMIEIO, XOUa TTPOBOKYIOUMI
YUHHUK MOKe 1 He Bu3Havarucs [3]. Bix 5% no
7% niteit i3 cungpomom 22q11.2 cTpaskaaioThb Bij
ertiJiencii, 1o 3HaYHo OiJblile, HiXK y 3arajbHiil 1M0-
nyssinii (0,5-1,0%) [2,14]. IIpoBokyiounmu 4iH-
HUKaMU CYZIOM MOKYTb OyTH JIMXOMaHKa, TiOKCis,
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Xipypriuie BTPY4YaHHs, JIiKH, TilepIposiHeMis
Ta rinokaibitiemiga [14]. Tinmokasnbiiemis Mozke
OyTH MPUYUHOIO CYI0M Y OY/Ib-sIKOMY Billi, HaBiTh
y HAI[€HTIB, y SIKUX B aHaMHe31 He 0YJI0 TiloKa/Ib-
tiemii ta/abo cymoM yepes TinodyHKIHIO mapamim-
TonoibHux 3amo03 [10].

Mema nociipkeHHS — TIiABUIIUTH HACTOPO-
JKEHICTh JIKapiB IMMOJ0 AIaTHOCTUKU CUHIPOMY
nenertii 22q11.2 y naIienTiB i3 cyZJoOMHUM CHH/IPO-
MOM Ha OCHOBI aHaJi3y KJIIHIYHOTO BUTIAJIKY.

Ommucano Bumnazok cuHapomy /Jli  Jlskopki
(mikpopemerii 22q11.2) y xyomuuka i3 CyZIOMHUM
CHHJIDOMOM, JIarHOCTOBAHUM Yy Billi 14 pokiB
HIJISIXOM TeHeTMYHOI'0 TeCTYBaHHS uepes Ii103py
Ha emisiennTuyHy eHiedanonario. /liarnocToBani
rinoyHKIis TapamuTonoaiOHol 3a1031 Ta Tilo-
KaJIbI[IEMist MOXKYTh OyTH TIPUUUHOIO CYAOMHOTO
CUHIPOMY Ta TOTPeOYIOTh 3MiHU TaKTHKHU JHKY-
BaHHS.

HocaizkeHHsa BUKOHAHO BiIMOBIHO /IO TIPUH-
nuniB lenbcinebkoi geksapanii. Ha mposenen-
He JIOCJ/IKEHb OTPUMAaHO iH(GOPMOBAHY 3TOMY
0aTbKiB JUTHUHH.

Kminiyauii BUnmagox

Xnomyuk, BikoM 15 pokiB, crocrepiraBcst
B HEBPOJIOTA 3 MPUBOJLY TEPIOAUIHOTO CYIOMHOTO
cuHZIpoMYy 3 4-piuHoro Biky. Cynomu BijgMivain-
¢4 pinko (1 pa3 Ha 3—4 POKM), MTEPEBAKHO B Hiu-
Huii yac. [lo 2022 poky mpoTHCYIOMHOI Teparii
He OTPUMYBaB, a 3 rpyand 2022 poky oTpuMyBaB
gamorpu/pkud. 1Ipu nepmux cynomax (y 4-piu-
HOMY Billi) PiBEHb KaJbllif0 B KPOBI CTAaHOBUB
2,3 MMoJib/J1 (HOpMa), PiBEHb 10HI30BAaHOTO KaJlb-
ito — 1,09 mmonn /ot (Hopma — 1,2—1,38 Mmoatb/1).

3 aHaMmHe3y JKHUTTS BiZIOMO, IO XJIOIMYHUK
Bix I BaritTHOCTi, | TOJIOTIB, HApOAMBCSA 3 MacoOiO
3550 r. a6 we crnopignenuii. Ha mepuiomy
POIIi CITOCTEPIraBcst B HEBPOJIOTA 3 TPUBOJLY MaKpO-
nedatii, rigporedarii, 3aTpUMKH MOBJIEHHEBOTO
po3Butky. Illensenns mpoBeneHO BiMOBIAHO 10
BiKYy, Y TOMY YMCJi KUBUMU BaKIMHAMU. Y TeHe-
TUYHOMY aHaMHe3i BUSBJIEHO CMEPTh XJIOMYUKA
B MaMUHOTO OpaTa Ha 3-TI0 100y MiCJIsT HApOKEeH-
H# BiJl BaJl PO3BUTKY, HECYMICHUX 13 JKUTTSM.

Ha MoMeHT orsigy XJIOI4Y UK I1i/IBUIIEHOTO K1B-
siennst. Macatina — 88 kr (z-3nauenns 2,41),3pict —
170 cm (z-3nauennsa 0,70), ingekc macu Tija —
30,4 xr/m* (z-snadenns 2,14; 98 mepueHTUIID).
[TomipHo BupaeHi JuieBi quaMopdii: acumeTpist
00 IYYst, TITIEPTETOPU3M, BY3bKi OUHI IIIJINHH, BH-
COKe 40JI0, erikaHT, 0y Ip00noai0HIii KIHYMK HOCa,
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Tabruys
IMyHOnoriyHe 06CTeXeHHS nawieHTa

MokasHuk MauieHT Hopma
CD3, % 60,4 53-81
CD3 / mkn 610 1100-2600
CD4, % 38 30-44
CD4 / mxn 390 600-1400
CD8, % 18,6 25-35
CD8 / mkn 190 400-1200
CD19, % 12.3 12-22
CD19 / mkn 120 300-900
CD16/56, % 26,1 6-20
CD16/56 / mkn 256 100-800
IgA, g/ 1,16 0,47-2,49
IgM, g/I 0,65 0,15-1,88
IgG, g/I 11,2 7,16—17,11
IgE, IU/ml 36,7 1,5-158
AKTUBHICTb KOMMnemeHTy, J10 91 41-83

makporiedasis. Mexi cepiig — Bikosi. /ligapHicTh
cepiisl pUTMIiYHA, TOHU 3BYYHi, CIaG0IHTEHCUBHUI
(2/6) cuctosivyAUil TIyM Ha BEpPXiBIl, V TOYIII.
Y Jjerensix — Be3uWKyJgpHE AUXaHHS. JKUBIT M's-
Kkuii, Hebosounii. Iledinka — 10 Kpaio Ipasoi
pebephoi ayru. CenesiHka He TTaIbITyBaIacst.

Y saranpHomy aHarisi KpoBi — momipHa JiiMgo-
nenisg (1,37x109 /7).

BpaxoByioun arumnoBuii 1mepebir CyIoMHOTO
cuHIpoMy (CylOMU PijiKi, TepeBa’kHO BHOYI), Ha-
SABHICTb 3aTPUMKH PO3BUTKY, XJOIYMKA HaIpaB-
JIEHO JIUISI TIPOBEJEHHS] TEHETUYHOTO OOCTEKEHHST
JUIS BUKJIIOYEHHS emiJienTuYHol enIedasonarii.
[IpoBeneno cekBenyBanis ek3omy (3-B-Exome)
y maboparopii «3Billion» (IliBgenna Kopes).
3a pesyJbraTaMyu TeCTyBaHHSI BUSIBJIEHO CUHIPOM
nenertii 22q11.2.

[Tomanbie 06CTEKEHHS CIIPIMOBAHO HIEPeLyCiM
Ha BU3HAYeHHs (DYHKIIII mapamuTonoaibHoi 3am0-
34, PIBHS KaJIbLII0 i BU3HAUEHHS, Y MOIJIA OyTH
FITIOKAJIBIIEMIS TIPUUUHOI CY/OM. TakoX BUKO-
HaHO OOCTEKEHHS IHIIUX OpPraHiB i cucTeM, 3Mi-
HU 3 OOKY SIKUX CIIOCTEPITaloThCsT MIPU CHHIPOMI
i [Ixxopiki: ceplieBo-CyIMHHOI, IMYHHOI, CEYOBU-
JIJIbHOT, EHZIOKPUHHOI CUCTEM, OPTaHiB CJIYXY, 30PY.

ITpoBeziere 06CTEKEHHS TOKA3a10 HOPMATbHUN
piBeHb TUPEoTponHOTO TopMORy — 3,1 MkOm/ M1,
He3HAuHe 3HWJKEeHHS PiBHA Bitaminy D —
48,3 umoub/a (pedimut npu <50 HMOJIB /1), 3HAY-
He 3HWXKEeHHS PiBHSA mmapatropmony a0 9,0 nr/mai
(nopma — 18,588 1ir/mu) i 3HMKEHHS PiBHS 3a-
rajpbHOTO Kajbiito gm0 1,3 MMoab/n (HOpMa —
2,18—2,6 MMOJIB/101).

PesynbraTi iMyHOJIOTIYHOTO OOCTEKEHHS HaBe-
JIEHO B TabJIHIII.
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OTtxe, 3a JaHUMEM OOCTEKEHHS TTBEP/KEHO
HasBHICTh TIIMOKAJIBILEMII HA TJi TilONaparupeosy,
skl xapakrepsi st cuaapomy /i xopmxi. B imy-
HOJIOTTYHOMY OOCTEKeHHI BUSIBIEHO 3HIKEHHST ab-
COJIIOTHUX PiBHIB cyOmomysmstiii gimdornuris CD3,
CD4, CD8 ta CD19, 1110 Takosk XapaKTePHO JIJIsI 1[hO-
ro curapomy. He3Bakaioun Ha HAABHICTH 3HUKEHUX
nokazHukiB T-1i B- mimdoruTis, peruanBanii iHhek-
MIHHUIT CUHIPOM Y XJIOITYMKA HE BiJIMiu€HO.

3a pesyJabpratamu exokapzaiorpadii He BUsIBJIE-
HO BPOJIPKEHOI BaJlM ceplisl. YIbTPa3ByKOBe J0CJIi-
JUKEHHST TaKOK He MOKa3aJI0 3MiH i3 60Ky BHYTPiIII-
HiX Oprais.

O6rosopeHHs

Oco6yMBICTb HABEACHOTO KJIHIYHOTO BUITAI-
Ky — mi3Hg piarHoctuka cuazapomy /Jli Jxxopmxi
B IUTUHU i3 CYJIOMHUM CUHJIPOMOM. BiJICyTHIiCTb
BU3HAYATBHUX O3HAK CHUHIpOMY aeserii 22q11.2
B PaHHBOMY Billi, 30KpeMa, BiZICYTHICTb JaHUX TTPO
BPOJUKEHY Baly CepIlsd, BUPAKEHUX JUIEBUX /IA3-
Mop@iii, yacTux iHMEKIiN, He AajJd 3MOTH 3alli0-
3puTH 11el cuHApoM padinie. HopmasibHUIT piBeHb
3araJbHOTO KaJIbI[iI0 B pa3i MOABU MEPIIUX CYOM
TaKO’K BiJIBEPHYB YBary BiJl MOKJINBO1 TUCHYHKITIT
MapaIuTonoaiOHOI 321031,

Cunzgpom /li [Ixxopmxki HaitgacTimie miarHO-
CTYETBCSA B JIiTEN 13 BPOJXKEHUMU BaJlaMU CEPIIs,
0co0JINBO, KOJIM TIiJI Yac ONepaTMBHUX BTPYYaHb
BUSIBJISIIOTH BiICYTHICTH ab0 TiMoIasiio TUMyca
[6,15], a Takox 3a HAIBHOCTI BUPAKEHOTO iMyHO-
nedimnTy 3 TSKKUM iHQEKIIITHIM CHUHIPOMOM.
[Ipore B HaBe/eHOMY BHUIIQ/IKY, 3a HasgBHOCTI T-
i B-nmimdonenii, periunshi iHbeKIi 10 TOTO Yacy
He CTIOCTePITaucs.
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Imynogedinut npu cungapomi gemertii 22q11.2
Moske GyTH Bijt Jierkoro 1o nomipaoro [16] HasiTh
y BUIQJKax rinomiasii abo BifCyTHOCTI TuUMYyca
[21], i moske BinmiuaTucst B 40—77% martienTis [2].
3a3Buyail 3MEHIIYEThC KibKicTh T-mimMbonuTis.
Y He3HayHOI KiJIbKOCTI TAIi€HTIB i3 CUHAPOMOM
Ji JI;KOpUKT BHUKYETHCS PiBEHb IMyHOTJIOOY TiHIB,
i 2-3% i3 HUX MOTPeOYIOTHh 3aMiCHOI Teparil iMy-
HorsoOyriHamu [19]. 3arasom mopytieHHsT iMyH-
HOI CHCTEMH B IAI[i€EHTIB i3 CHHAPOMOM JeJIellil
22q11.2 mysxe BapiabesibHi i He 3aBKAU KOPEJIIO-
I0Th 3 amasieo abo rinomnasieo tumyca. Jacto
Bi/ICYTHS 4iTKa Kopessiia Mix T-mimdorneniero i
4acTOTOTO iH(eKITiit [6].

Y HaBeseHOMY BUIIQ/IKy JIOMIHYIOUMM Y KJIiHiY-
Hiil cummToMaTuili OyB TilomapaTupeos, sSKUi
MPU3BIB JI0 TIMOKAIBIIEMII i cy/loM. X04a IPUYNHU
CYJIOM y TIAIiEHTIB i3 cMHAPOMOM Jeneltii 22q11.2
MOXYTh OyTu i1 iHIN, He TOB'sI3aHi 3 TIOKah-
iemMiero. 30Kpema, IIPUYNHOIO CYI0M MOKYTh Oy TI
KOPKOBi MaJsibopMaliii, Taki sSK ITOJIIMIKPOTIpis,
MePUBEHTPHUKYJISIPHA BY3JI0BAa TEeTEPOTOIMist ab0
KOpTUKaJIbHA fuciiasid [1].

[IpusHaueHHs1 MpernapariB  Kajbllilo CIPUSIE
HOpMaJTi3allii 1oro PiBHA B KPOBi i KOHTPOJIO CY-
JIOMHUX HAla/[iB TIPY TIMTOKAJIbIIEMIYHUX CY/IOMaX
[14].

Busisnenna amamopgiuynux puc y pasi ix He-
BUPA3HOCTI OTPeOYIOTh Bij JiKapst abo rInbGOKuX
3HaHb i3 AM3Mopdii, ab0 HACTOPOKEHOCTI IIOI0
TOTO YW 1HNIOTO CUHJIPOMY 32 HAsBHOCTI 1HIIMX
JIarHOCTUYHUX KPUTEPIiB. Y HaBeIEHOMY BUTIAJIKY
3 HEePIIOTo POKY JKUTTS Ha IMEpIIMi IJIaH BUCTY-
najga Makpornedastis, sgKa He € XapaKTepPHOIO s
cungapomy i Ixopmki. HaBmaku, st HbOro 6ijib-
e xXapakTepHa Mikpotiedasris, MiKpOTHATis, pe-
TpoTHarist. PeTeTbHUIT OTUIS/] 1aB 3MOTY MOOAYNTH
xapakTepHi fu3mopdii g cungapomy i Jskopmki.

[Ile oxHi€0 XapaKTepHOIO O3HAKOIO JIJIsI BUIIlE-
3a3HAYEHOTO CHHAPOMY OyJIO MOPYIIEHHS MCUXO0-
MOTOPHOTO Ta MOBJIEHHEBOTO PO3BUTKY, sike OYJI0
6isbIlIe BUPasKeHE B TIEPIITi 5 POKIB JKUTTSL.

3araJioM TIOPYIIEHHS IHTEJIEKTY B JOPOCIUX
i3 cunapoMoM gesertii 22q11.2 mae 3HauHy Bapia-
6esbaicTh [2,3]. [IpoTe, HE3a/MEKHO Bijl iHTEIEKTY,
MOXKYTb Oyt crenndiuni mpobjaeMu 3 HaBYaH-
HSM, TIOPYIIEHHS KOTHITUBHOTO Ta aJalTUBHOTO
dbyuxmionysanns [3]. Taki hyHKIIi1, IK BUpineHHS
mpobJieM, THYYKICTh, ONepaTHBHA MaM’siTh, KOH-
IEHTpallisl Ta CTPUMYBAHHS IMITYJIbCiB, MOXKYTb
3a3HaBatu pizHoro BmumBy [13]. locaigaukn
BiIMiYaioTh 0COOJUBOCTI MUCJIEHHS B TIAIlIEHTIB i3
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nenertiero 22q11.2, ske yacto GyBae OYKBaJIbHUM
ab0 KOHKPETHUM, BUHUKAIOTh TPY/IHOII 3i CKJIaI-
HUMU apu(MeTUYHUMU [isIMU, YacTO CTPAKIAE
colliajibHe I3HaHHS, € IPoOIeMU PO3Ii3HABAH-
HST eMOIIiit ab0 capkazMmy Ta TJIyMadeHHsT HAMipiB
i moBesinku iHmMX [8]. ¥ marmienTiB i3 meserieo
22q11.2 nopyuiyeTbcs peryJdilig eMorlii, aeski
JIIOU MOKYTh OyTH iMITyJIbCHBHUMH, €MOIIIIHO
He3piIMMK i/ab0 He MaTh KPUTUYHOTO CYIKEH-
H#, ajie iparuyTu aApy:6m [9]. IIpobiemu MOKYTH
YCKJIQIHIOBATHCS HebaskaHHSAM 1/a00 He3HaTHICTIO
313HATHCST YU BU3HABATH HEOJIKH i/a00 3BepTaTh-
cs1 1o roromMory. Xova 6araro maIieHTiB BimoBiaa-
I0Thb KPUTEPIAM I1HTEJEKTYaJIbHOI HEOCTAaTHOCTI,
TSKKI TIOPYIIEHHS € BiZTHOCHO pifkicHuMu [12].

KsiniuHa o1fiHKa opy1ieHb KOTHITUBHOI chepu
OyBae 1POOGJEMHOIO, OCKLIBKK MAIiEHTH MOKYTb
HE CKap>KUTHUCH, HaBITh SIKIO CUMITOMHU 3HAUHI,
TOMY JIJISI IXHBOI IIaTHOCTHKU MOKYTbh 3HaI00MTH-
¢4 monatkoBi 3ycuius [20].

Otike, MyJBTUCUCTEMHUM XapaKTep ypakKeHHs
Ta BapiabeJbHICTh KJIIHIYHUX MPOSIBIB CHHIPOMY
nenettii 22q11.2 BkazyoTh Ha Te, 1O el CUHPOM
MOJKe CIIOCTEPIraTuch y MPAKTUIll Oy/Ib-sIKOTO
gikaps. Jlo cboronHi 3arajibHa MeJU4Ha CIIJIbHO-
Ta HeJ0CTAaTHbO IOiH(OpPMOBaHA PO HMIMPOKUI
crekTp (PeHOTUIIOBUX TIPOSIBIB CUHIPOMY, TOMY
3HAYHA YacTKa JiTel i JOPOCJMX 3aJTUIMIAI0THCS
HEJIOIIarTHOCTOBAHUMM, TII0 CTA€ HA 3aBajli HaJaH-
HS ONTUMAJIBHOI JIOTTIOMOTH, K2 MOKe TIOJITITTH
JIIKYBaHHSI CUMIITOMIB, SKICTb KUTTS Ta (PyHK-
mionyBaHHst [4,5,7]. Taki cranu B mopociux, siK
mu3odpeHis, panHiii moyatok xsopobu Ilapkin-
COHa, HelipojiereHepaTUBHI 3aXBOPIOBAHHS, TAKOXK
MOXYTh OyTH TIOB'si3aHi i3 CHHAPOMOM JeJiertii
22q11.2.

JlabopaTopHa [iarHOCTUKAa CHHIPOMY JeJIerii
22q11.2 Ha cbOrofiHi He CTAHOBUTH TPY/IHOIIIB
i IoJIsiTae y BUSABJIECHHI ziesiellii 22 XpoMoCcOMU Me-
tooM FISH-anamizy. MHOXWHHICTD ypasKeHHS
opraHiB i cucteM MOTpeOYE MYJTIBTUAMCIIUTLTIHAP-
HOTO ITiJIXO/ly /10 BeJIeHHS MaIli€HTIB i3 CUH/IPOMOM
nustertii 22q11.2.

Bucnosku

BpaxoBytoun mMOMMpEHiCTh, MHOKWUHHICTH 1
BapiabeIbHICTh ypaKeHHS Ta PI3HUIA CTYIIHD TSIK-
KOCTI KJIIHIYHUX TIPOSIBIB MPU CUHIPOMI Jlesieltil
22q11.2, nmaiieHTH 3 TaKUM CUHIPOMOM MOXKYTb
3yCTpiyaTUCh y TPAKTUI KOKHOTO Jikaps. [Ipm
CYTOMHOMY CUHIPOMi B TIOE/THAHHI 3 TTOPYIIeHHS -
MU PO3BUTKY CJIiJl BUKJIOYATH CUHAPOM JleJielrii
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22q11.2 y 6ynp-sxkomy Biri. [Hupira obizHaHicTh
M10/10 AM3MOPMIYHUX 1 KJITHIYHUX MTPOSTBIB CUH/IPO-
MY /1IaCTh 3MOTY Kpallle /IiarHOCTyBaTU BUIIIE3a3Ha-
deHe 3aXBOPIOBAHHS, SIKe TIOTPEOYE MYJIBTH/IMCITH-
[JITHAPHOTO T/IXO/Y /10 BEJIEHHSI.

Aemopu 3a561510mb nPo Gi0cyMHicmv KOHPIIK-

my inmepecis.
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