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CratTa npuceayeHa 60-pivdio 3 Yacy BM3HadeHHs cuHapomy i [xopaxi. HaseaeHo GiorpadivHi aaHi npodecopa, AUTAH0ro eHaokprHonora
AM. i Ixopoxi, etany BUBYEHHSA CUHAPOMY, OCHOBHI KNHI4HI NPOSBY 32 AaHVMU NiTepaTypy i KOHKPETHOIO KNIHIYHOrO BUNaOKy, METOANKM
[jarHOCTYBaHHA.

MeTa - 3ragarti OCHOBHI BiXv XUTTst BMAATHOro B4eHoro A.M. i [Ixopaxi i 3Ha4eHHs Moro A0CHiAXeHb Y GOPMYyBaHHI Cy4acHOro ysaBieHHs
npo cMHAPOM Aeneuii 229 11.2; npoaHaniadyBati KNiHiYHWA BMAAA0K CUHAPOMY.

KniniyHuin Bunapok. [jsyvHka BikoM 5 pokis, nonepefHiit aiarHod cuHapomy i Jxopaxi BCTaHOBNEHO Ha 8-My A06y XUTTS ANTUHW 3a
HasiBHOCTI annasii TmMyca i Baay cepls 3a pesynstataMi BianoBiaHVX MeToaiB Bidyanisauji. CuHapom niateepaxeHo FISH-metogom. OCHOBHI
NPOSBY 3aXBOPIOBAHHS: BaaV Cepus (MHOXUHHI AeDEKTN MiXLLNYHOYKOBOI NEPETUHKN: NepruMmeMopaHodHuin AedekT (@ 10 MMm) i MiHiManbHNiA
anikanbHNIA M'A30BUIA AeDEKT (@ 2 MM); BTOPUHHWIA 0edEKT MixXnepeacepaHoi NEPETVHKN; BIUCOKa apTepianbHa rinepTeHaid); annasia Tmmyca,
fKa CynpoBOaAXXyBanacsa NoMipHO NiIMMONEHIEIO i BHMXEHHAM PiBHS T-NiMMOLIMTIB, a TakoX 3HXKEHHAM piBHs IgG y nepuli 2 poku XuTTs (iMy-
HOAEDIUMT KNIHIYHO NPOABAABCA HYaCTVMK BIDYCHUMK PECNIPATOPHUMIK 3aXBOPIOBAHHAMM); KpaHiodauianbHi AedeKT! PO3BUTKY; HU3bKI DiBHI
naparropmMoHy 3a HOPMaUTbHVIX 3HA4YEHb PIBHA KasbLyiO B KPOBI, 3aTPMMKa PO3BUTKY MOBNEHHS | AM3aPTPIA, KOTHITUBHWA AedIUMT (N1erkoro cry-
neHs). JaHi po3BuTKy OUTNHW, 3HAYEHHS N1abopaTopHX MOKa3HKKIB Ta AaHi iIHCTPYMEeHTanbHVX A0CNIAXEHb HaBEASHO B AMHAMILL N'ATK POKIB.
BucHoBku. 3a 60 pokiB, 3 4acy Nepuioro NoBidoOMIEHHSA NPO 03HAKN CUHOPOMY, BiAOynacs aHa4Ha TpaHCcHOPMaLLs PO3YMIHHS CUHOPOMY
i Ixopoxi: Bif, BDOOXKXEHOrO 3aXBOPIOBAHHS €HAOKPVHHOI CUCTEMM | MEPBUHHOIO IMyHOAEDILUMTY 00 XPOMOCOMHOI Naronorii (CUHAPOM ae-
neuii 22g11.2 xpomMocomn) i3 noniopraHHo ANCOYHKLIEID. Ha CboroaHi BMaHaveHa HeoOXiAHICTb MyNbLTUAMCLMANIHAPHOMO Niaxody A0 Be-
[OEHHS Takyx NaujeHTis, NpoTe, BPaxoByym NoAIMOP@I3M KITHIYHIX NPOSBIB 3aXBOPIOBAHHSA, BAX/IMBO AOTPUMYBATUCS NEPCOHAIZ0BAHOIO
nioxony A0 MEHELXMEHTY.

JocninxeHHs BMKOHaHO BiANOBIAHO A0 NPUHUMNIB [enbciHCbKoi Aeknapalli. Ha nposeaeHHs A0CAiAXEeHb OTpMMaHO iHhopMOoBaHy 3roay 6aTb-
KiB OUTUHN.

ABTOPU HE 3a8BNF0Tb NPO KOHMIIKT IHTEPECIB.

Knwo4osi cnoBa: cuHapom i xopaxi, aeneuis 22g11.2 xpomocomu, iorpadia A.M. [li xopaxa, etanu BUBYEHHS CUHAPOMY, KNiHIYHI
NPOSABK, FrEHeTUYHa AiarHOCTMKA.
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Since the article is devoted to the 60th anniversary of the definition of DiGeorge syndrome, it describes the biographical data of pe-
diatric endocrinologist A.M. DiGeorge, the essential aspects of the syndrome's study, the main clinical presentation and diagnosis.
Aim - to reflect A.M. DiGeorge's important contribution to the current understanding of the syndrome and present a personal clinical observa-
tion of a child with 22q11.2 deletion syndrome.

Clinical case. A 5-year-old girl had such clinical symptoms as heart defects — multiple ventricular septal defects (@ 10 mm perimem-
branous defect and @ 2 mm apical muscular defect), secondary atrial septal defect, and high arterial hypertension; thymus aplasia was ac-
companied by moderate lymphopenia, reduced T-lymphocyte level, and decreased IgG level during the first two years of life (frequent viral
respiratory diseases clinically manifested immunodeficiency); craniofacial dysmorphism; low levels of parathyroid hormone with normal lev-
els of calcium in the blood; delayed speech development, dysarthria; cognitive deficit of mild degree. The diagnosis was confirmed by the
FISH method. The peculiarities of the child's development and her laboratory and instrumental results are given in the dynamics of five years.
Conclusions. Over the past 60 years, there has been a significant transformation in the understanding of DiGeorge syndrome, which has
gone from a congenital endocrine disease and primary immunodeficiency to a chromosomal anomaly (22g11.2 chromosome deletion syn-
drome) with multiorgan dysfunction. Nowadays, such patients need multidisciplinary and personalized management.

The study was conducted in accordance with the principles of the Helsinki Declaration. Informed consent was obtained from the patients
for conducting the study.
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Mpodecop Anpxeno Mapio Oi Ixopaxi

Cborozmi Bimomo monazn 6000 pigkicHux 3a-
XBOPIOBaHb, i3 HUX T€HETHYHO 0OYMOBJIEH]
nonan 70%. BBakaioTh, 10 Ha HUX CTPAXKIAE
nouax 300 muH momeit. OpHiclo 3 TeHETHYHUX
a"oMmautiit € cungpom /i /Ixxopaxi, 3a mpisBuliiemMm
aBTopa, sikuii ii Brepine BusHauus. Y 1965 p. /[li
Jl>KopKi TOTIOBIB MPO 3B’SI30K BPOJKEHOI Bij-
CYTHOCTI TUMYycCa 3 PEeIUUBHUMHU iHGeEKIiamMu i
rinmonaparupeo3om, a B 1968 p. omy6rikyBas opu-
rinaspHy ctaTTio [5]. Bigroai cnmmayno 60 pokis,
BCTAaHOBWJIM IIPUYMHY 1 4acToTy Liei aHomauIii,
XapakTep ypaskeHb 0araThbOX CHCTEM OpraHi3Mmy,
PO3POOUIIN METOIM TEHETHYHOTO OOCTEKEHHST Ta
MEHE/DKMEHT Takux mnaiiedTiB. OcTtaHHiMU po-
KaM¥u JIOCTi/IDKEHHST CTOCYIOTbCSI THUTaHb MepH-
HATaJbHOTO [iarHOCTYBaHHSA Ta INEIJIeHHS Tia-
IIEHTIB i3 UM CUHIPOMOM.

Mema nocnijskeHHsT — 3rajlaTl OCHOBHI BiXu
KUTTs BugatHoro Byenoro A.M. [li Jlxopmxki i
3HaUeHHS HOTO JAOCHi/KeHb y (opMmyBaHHiI Cy-
YaCcHOTO YSBJIEHHS TPO CUHAPOM aeertii 22q11.2;
MpoaHasi3yBaTu KJAIHIYHUN BUIIAIOK CUHAPOMY.

Anmkeno Mapio i dswopmx (15.04.1921 —
11.10.2009) napomauscst B CIIIA (ITiBgenna Mina-
nenbdist, mrat [lercuabBanist), fioro 6atbku Oy
emirpantamu 3 Irtanii. Busisisas Gaxanus i 31i6-
HOCTiI 10 HaBYaHH, 3aKiHYMB i3 BiJI3HAKOIO Ce-
pemHio TKoJy i yHiBepcuTeT TeMrin (crovaTky 3a
crerianbHicTiO Ximika, misnime (1945) — mikapst).
3axMCTUB JIOKTOPCHKY AMCEPTAIil0 3 eHIOKPUHO-
Jsiorii. Y 1952 p. npuennascst 10 Kadeapu memiarpii
Mennunoro dakyabrery YuiBepcutery Temrur, 3
yacoM cTaB Tmipodecopom memiatpii (1967 p.) i no-
yecHuM mpopecopom (1991 p.). Boxgrouac nipartro-
BaB y autsyint gikapai Csaroro Kpicrodepa, ne
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CTaB KEPIBHUKOM BiJ/IiJIEHHSA €HIOKPUHOJOTII Ta
obminy pedoBun (1961-1989 pp.), aupexTopom
[lepiaTpuyHOro I1EHTPY KJIIHIYHUX AOCTi/ZKEHDb
(1965-1982 pp.). Ilpamiosas y nigpo3aiii mexia-
TPUYHOI EeHJOKPUHOJIOTIT AMEpUKAaHChKOI paju
nesiarpii, 6yB OJHUM i3 3aCHOBHUKIB i NMpe3w/ieH-
toMm IlemiaTpuyHOro eHJOKPUHOJIOTIYHOTO TOBa-
puctsa Jloycona—Bisikinca. Ilizrorysas poszin 3
E€H/IOKPUHOJIOTI] 10 BCECBITHBO BiJIOMOrO Mifpyy-
nuka Henbcona «OcnHoBu memiatpii» [13].

Ortxe, ciovatky cunapom /li Jlskopaxki o3na-
YyaB BPOJKEeHUI fieeKT PO3BUTKY TUMYyca Ta pe-
UMBHI iH(eKIiT B MoeaHAHHI 3 TimomapaTupeo-
30M (11e OYJI0 OTHUM i3 HEPIIHUX CIIOCTEPEKEHD, 10
BKa3yBaJO0 HA 3B’SI30K MiX TUMYCOM i 3aXUCTOM
oprauiamy Bin iHdekmuiit) [3]. 3 BU3HAHHAM Te-
opii nOpylIeHHA PO3BUTKY TPETHOI Ta 4YETBEPTOI
3s16POBUX JIyT B eMOpioreHesi, siki 6epyTh ydacTh
y opMyBaHHI BUJIOYKOBOI Ta HapamnuTOno i6HIX
3a7103, Ceplsl i POTOIJIOTKU, /10 CTPYKTYPU CHUH-
JIPOMY YBIiHIIJIM BPOJIXKEHI BaJM CEPIlS Ta Cy/IUH,
KpaniodarliyibHi mopyrieHHs po3Butky. ¥ 1980-x
POKaxX BCTAHOBWJIM Te€HETUYHY [PUYMHY CUHPO-
My — gaenerist 22 xpomocomu (22q11.2) [4]. Ano-
MaJlisi BAHMKA€E BHACJIOK HeasleIbHOI peKoMOiHa-
1ii B mporieci Meito3y iz yac crepMaToreHesy abo
OBOTEHE3Y, 3a AKOI Ha IeHTPaTbHIN MiISIHI /10B-
roro IjIeda XpoMOocoME 22 BiOyBa€ThCs JIeIellist
posmipamu Bix 1,5 10 3 merabas [8].

Ha mouarky 1990-x poxkiB ymnpoBajke-
Ha MeTOoAMKa TeHeTWYHuUX pocuaimxens FISH
(fluorescence in situ hybridization) 3 BuKOpHU-
CTaHHSIM 30HIIB y Mexax minsgakm 22q11.2, mo
nerajisyBaia cyOmikpockomiuni genernii 22q11.2
gk npuunHy cungpomy /li [Ixopmxi. Bpaxka-
10Th, 10 AiasHka 22q11.2 € opHieo 3 HabiIbII
CTPYKTYPHO CKJIQJHUX y TE€HOMI, IepeayciMm ye-
pes Jnekinbka Beaukux Os0kiB, a Jokyc LCR
(low copy repeats) periony 22q11.2 Bpasnupwmii
JI0 TEHETUYHOI MOMUJIKHU, MO 0O0yMOBIeHO 96%
imrenTuyHicTio [9].

[Tomyk reHeTnuHOl IpUYMHU (POpMyBaHHS Jie-
AKUX {HIMUX ONMMCAHUX CUHPOMIB [IOBIB, 110 BO-
HU TeX € Hacaigkom xaesertii 22q11.2. Tomy 3a-
pa3 TepMiH «cuHpoMm Jeneltii 22q11.2» oxorutoe
SIK MiHIMyM 6 (hDeHOTHIIOBO MOAIGHUX CTaHiB, sIKi
panilie BBajKaJuCAd Pi3HUMU CHUHIAPOMAMM: CHH-
npom /li Jlxxopki, Beokapaiodalia bl CUH-
JIPOM, CHH/IDOM KOHOTPYHKAJbHUX BaJl Ta aHO-
Mastiii 06smyust, ayrocomuo-gominantauii Opitz
G/BBB cungpom, cungpomu CemmakoBa i Kaii-
jgepa. IIpore kiminiuni mposiBM BKa3aHMX CTaHiB
MalOThb II€BHi BiZIMiHHOCTI.
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Yacrora cunzapomy pnenenii 22q11.2 crano-
Buth 6u3bko 1:4000 KUBUX HOBOHAPOKEHUX,
pisHmIl 11010 cTaTi malienTiB He BuUsBIeHO. 93%
npobaH/iB MaloTh jejielio de novo, numie y 7%
MAIiEHTIB aHOMAJTisl yCHaKoBaHa Bix OAaThKiB 3a
ayTOCOMHO-/IOMiHAHTHUM THIIOM [2].

[lo ocHOBHUX KJIIHIYHMX CHMIITOMIB CHUH/IPO-
My gestentii 22q11.2 HasmexaTh: Bagu cepisd, Julle-
BUH au3MopdisM i BesodapuHTeasbHA HEJOCTAT-
HiCTh, TilOILIA3ig/ammasis TuMyca i BiAMOBiAHI
IMYHOJIOTIYHI MOpYIIEHHH, IillOKaJAbLieMid Ha TJi
rinonaparupeo3dy. Onucani i MoOCTiiHO 10/1A10Th-
cd iHII KJIHIYHI TIPO4BU IIi€i TeHETUYHOI aHo-
Matii, TpoTe BOHU TPANIAIOTbCA PifKo. Piznuilsa
B TOEAHAHHI 1 BUPA3HOCTI KIAIHIYHUX CUMIITOMIiB
o6yMOBJIeHa pi3HOMaHITHICTIO (opM  gedeKTiB
22-i xpomocomu. Busnane icHyBaHHSA Kijb-
KOX THUIIOBUX BapiaHTiB Mikpogmenerinn 22q11, Bi-
JIOMi TakOo)XK HETWNOBI BapiaHTW MOPYIIeHb. Y
JIOKyCi Jenertii poararioBati OJu3bKO 46 TreHiB,
85% martientiB MaroTh THIOBI genertii 22q11.2
(Bim LCR22A no LCR22D), ix miarHOCTYIOTH 3a
FISH-meTonoMm, HeTuroBi pgesentii Ha 22-i1 XpoMo-
comi (LCR22B-LCR22D a6o LCR22C-LCR22D)
3a3BMYail 1epebiraroTh y cTeptiii popmi Ta He BuU-
apysgiotbest FISH-metomom [12].

Bpos:keni Bagu cepus i cyAuH BiIMivyaioTh B
abcosoTHoi Oinbinocti namienTis (61u3bko 80%).
Cunnpowm nenerii 22q11.2 mocigae oxne 3 TPoOBiz-
HUX MiCIb Y CTPYKTYPi NPUYNH BPOIKEHUX Bal
cepiigd. CrHexkTp cepleBO-Cy[IUHHOI  TaTOJOril
Ha/I3BUYAHO BEJUKUHN, XapakTepHe MOE€IHAHHS
NEKiJIBKOX BaJl cepild B marieHta. Haiuacrtimm-
MM BBQKAIOTh BaJIl PO3BUTKY KOHOTPYHKAJIbHOI
NingHKU (KOHOTPYHKYC — TIe JIJISTHKA ceplid, siKa
3HU3Y CIIOJIyY4a€TbCsI 3 KaMepaMU ceplis, a 3Bep-
Xy — 3 apTepiajibHUMH Cy[MHAMM), 70 HUX Ha-
nexkatp: Terpaga @Danso, mepepBaHa ayra aop-
T (uacrime tan B), sarasbHuil aprepianbHuUi
cTOBOYp, MeGeKTH MiKIIJIYHOYKOBOI TEPEropo-
KM 3 aTpesicro sereneBoi aprepii. Onucano Gara-
TO iHIIWX BaJl MariCTpaJbHUX CYAWH, KJIallaHHOIO
arapara i meperopojiok cepiig [6,10].

JluneBuii auamopdiam y marienTis i3 ne-
geriero 22q11.2 cmocrepiraioTh TPAKTUIHO B
KOJKHOTO TIAITIEHTA, i TPOSBU WOTO TaKOX Pi3-
HOMaHiTHI. XapakTepHi O3HAaKU: TilepTeJOpPU3M
oueil, KOpOTKui (ijabTp, MaJIeHbKi PO3MipHu poTa.
AypukydpHi aHOoMamii € OIHUMU 3 HAMYacTilnX
nposiBiB. BinzHavyaloTb HU3bKE Ta acuMeTpUy-
He PpO3TallyBaHHS BYIIHUX PaKOBWH, MaJleHbKi
3a po3MipaMu Ta OKpyryioi ¢hopMu BYIIIHI Pako-
BUHH, sIKi MOXKYTh OyTH POTOBAaHMMHU Hazaa abo
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BiZIcCTOBOYpUYEHUM, aHOMa/bHY OyI0BY BEPXHBO-
ro 3aBUTKA, IIpeaypUKyIdpHi HAPOCTU, MIKPOTIIO,
aHOTif0, 3BY)KEHHS CJyXOBOTO OTBOpPY. AcuMme-
TPito 00JINYUS, SIKY YacTO CIIOCTEPITAIOTDh TPH TO-
emirmgi abo 1Iavy AUTHHY, BiaMivaioth y 6—14%.
Moskansi anomasii 6ymoBu Hoca (0COGIMBOCTI
30BHINIHBOI (HOpMU, BY3bKi HOCOBiI X0, nedop-
Mallist Ieperopojku), oueil (kosoboma, 3agHi eM-
OpiOTOKCOHM, CKJEPOKOpHea, aHO(pTaIbMis iH-
mii). HasiBHiCTh XapaKTepHUX PUC OOJUYYST MOKE
CIIpUATH CIPSMYBAaHHIO MallieHTa 0 MEJUKO-Te-
HETUYHOTO TEHTPY /I ieHTrdikarii cuHapoMy.
Yuteannu migHe6inus (siBHI ab0 mpUxoBaHi),
oiHO- abo ABOGIYHE HE3POIIEHHS BEPXHBOI ryOu
€ TSDKKUMHU TIposBaMiu Beso¢apuHreaJ bHOi He-
noctatHOCcTi. BoHM MOXYTHh TOEHYBATHCS 3 Jia-
PUHTO-TPaxeo-cTpaBoxiiHuMu  edexramu  (Js-
PUHIOTpaxeoMaJIsllisl, CTEHO3 TOpTaHi, CyAUHHE
KiJblte, e3odareasbHa arpesist) i MOTPeOYIOTH
xipypriunoi xopexiiii. XapakTepHUMH € KOPOTKe
TBepzie abo M'sike miHEOIHHS i TIMOTOHIsT BeJIO-
(papunreanmbroi myckysatypu. 1li anomanii mpo-
SBJISIIOTHCSI B MQJIIOKIB TPYJHOIIIAMHU Y BUTO/IOBY-
BaHHi, PU3BOJATD /10 3aTPUMKU PO3BUTKY MOB-
JICHHA: XapaKTePHO HAaABHICTb T'YyTHABOIO TOJIOCY,
HEMpaBUJibHE BUMOBJISHHSI 3BYKiB, 0COOJHMBO
npurosiocuux. bausbko 70% miteii Bikom 24 wmic.
He TOBOPHUTH ab0 BKWBAIOTH JIMIIE KilbKa CJIiB
ab0 3HakiB. 3 BIKOM KUJIbKICTh TAIliEHTIB i3 He-
pO30ipIMBUM MOBJIEHHSIM 3MeHIryeTbest (10 10%
cepen nopocaux) [3,6,10,12].
Anuagisi/rinomnasisi TuMyca € OJHUM i3 TH-
MOBUX TPOSIBIB cUHAPOMY Mikpojenertii 22q11.2
i Moske mpusBOAMTH N0 iMmyHOozedinuTy. Bga-
JKAIOTh, 110 y YBEPTi HAIL€EHTIB CIIOCTEPIratoTh-
¢ KJiHIYHI TPOsSBU iMyHOMEedIUTY TepeBazkHO
JIETKOTO 200 CEepPeNHBOTO CTYTEHS, OCKITbKU JIJIsT
HOPMaJbHOTO (DYHKIIOHYBaHHS iMyHHOI cucTte-
MU JIOCTaTHBO Mi3€pHOI KiJIbKOCTI TKaHWHU TU-
myca [3]. TunoBumu i HayacTimuMu 3MiHAM# €
3umKeHHs Kisbkocti T-nmimdorutis (1o 80% ma-
Ii€EHTIB), MOXJINBI BapiaHTH ToeHAHHS 3 Jedi-
IIUTOM TYMOPAJbHOI JIaHKU imMyHiTeTy (zmedinut
[gA/sIgA, pimme nedinut IgG, nedextn imyHHOI
BifnmoBini Ha mosicaxapuaHi anturenn) [10,12].
Ili 3MiHM KJIiHIYHO TPOSABJASAIOTHCI YACTUMU,/3a-
TSOKHUMM BipDYCHUMHU 1 GakTepiaabHUMU iH(pEK-
LiAMU BEPXHIX AMXAJNbHUX ILIAXiB, IPUYOMY B
JiTel MomKigbHOTO BiKy. [lani BUSBJASIOTH CIIOH-
TaHHe MOJHIIIEHHA IMYHOJIONYHUX IIOKA3HUKIB 1
crany mutuan. Pinko (5%) y aiteit i3 cunapo-
MoM Mikpoenertii 22q11.2 po3BUBa€eThCs KIiHiKa
TSKKOTO KOMGiHOBaHOTO iMyHOmedinuTy [3].
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linonapaTtupeo3s cepes maii€eHTiB i3 CUHAPO-
MoM Mikpogerenii 22q11.2 cmocTepiraloTh 4acto
(47-67%). Voro nasBHiCTb MOXKe HPU3BOAUTH /0
rimoKasbIlieMil PiI3HOTO CTyTEeHs TSKKOCTi. 3HU-
JKEHHA PIBHA KaJblil0 B KPOBI KJIIHIYHO MOXe
He TPOSIBJSTUACS, TIPOTE B AiTE€N TEPITUX MicCsIIiB
JKUTTA MOXKE CYIPOBOJIKYBAaTUCS TeTaHIi€ i Cy-
nomamu. [imokasnbilieMis 4acTO HOCUTb TpaH3U-
TOpHUU XapakTep i 3 BikoM 3HUKae. [Ipore 3HuU-
JKeHI piBHI KaJbLil0 B KPOBI MOXYTb PEECTPyBa-
THCS B JIiTel i 10pOCJINX y BiAITIOBib HA TOCTPUI
ctan (TpaBmy, iHdekIio Tomo) [6,7,10,12].

Y nitent i3 cungpomom geernii 22q11.2 Buss-
JIAI0Th 6araTo iHIIMX BPO/’KEHHX BaJl PO3BUTKY,
XO4Ya BOHM TPaIJISIIOTbCS 3HA4YHO pijnie. BusHna-
YaloTh Bagu cKejery (HomaTkoBi peGpa, KpaHio-
CMHOCTO3, TOJaKTIIIi0, aHoMastii xpebTa); pisHi
BapiaHTH au3eMOpioreHe3y HUPOK (TIOJBOEHHH,
HOJIKICTO3, MiJKOBONOAIOHA HUpKa, TIigpoHed-
po3), crareBoi cucrtemu (areHesiss MaTKu, TiIo-
CTaflist, KpUNTOPXi3M), OPraHiB TPaBHOI CHUCTEMHU
(xBopoGa TipurmmpyHra, arpesis TOHKOTO KHIley-
HUKA, BiZICYyTHICTb aHyca, IIynkosi i niadpparmasn-
Hi KWJIK), TIeHTPaJbHOI HEPBOBOI cucremu (Iie-
pebpanbHa aTpodis, rimomnasii nmeBHUX BimiIiB
(rimodiza, rimorasamyca, MO30YKa), IMOJIMiKpO-
ripisi, 1edeKTH PO3BUTKY CIIMHHOTO MO3KY TOIIIO)
[3,6,10,12]. YUm Bci Bagm € HacaigKoOM Jenertii
22q11.2, yn BoHU OOYMOBJIEHi €10 HECTIPUST-
JIMBUX YMHHUKIB y 1epion emOpiorenesy? /loci-
JKEHHS TTPOJIOBXKYIOThCS.

CnekTp TNCHXOHEBPOJOTiYHUX MOPYIIEHb
3HayHWii. bBinbmiicts mocaigHUKIB BKa3dye Ha 3a-
TPUMKY TICUX0EMOIIiitHOro po3BuTKy (10 70%) i
piamie — Ha PO3yMOBY BIJACTAJICTh IIPU JeJierii
22q11.2. lle cynmpoBOKYETHCS 3aTPUMKOIO MOB-
JICHHS HaBiTb y BUIIAQJKAX i3 HOPMAJIbHUM IICUXi4-
HUM PO3BUTKOM. 3 BiKOM JiTH TOCHUTH YCITilITHO
OMAHOBYIOTh BepOaibHi HABUYKU, i OCHOBHOIO
mpo6JIeMOTO B MIKIJIBHOMY Billi CTAIOTh MOPYIITEH-
Hs B HeBepOasbHil misHaBaJbHii cdepi. Binb-
WICTDb HALIEHTIB MAa€ TOCUTb BUCOKY 3[IaTHICTD 10
MEXaHIYHOTO 3alaM’SITOBYBaHHS cJiB i (oHema-
TryHOTrO crpuiiHATTA. CiyxoBa mam’siTb fiTel i3
cuHIpoMoM Mikpogednerii 22q11.2 npeBaiioe Haj
30pOBOIO, Bifi3HAUa€ThCsT JAeDIIIUT ONepaTUBHOI
naM’siTi i BUKOHaBYMX (QYHKIIiiA, 0cOOIMBO 3a BU-
KOHaHHsI 6araToCTyMiHYaCTHX 3aBAaHb. Y 4YacTH-
HMU IAlli€HTIB BU3HAYAIOTH PO3JIaJd AyTUCTUYHOTO
xapaktepy (6%), eminerciio (11%), y miteit ctap-
moro BiKy i gopocaux — musodpenio [6,10,12].

OTxe, cunmpom penernii 22q11.2 xapakre-
PU3YETHCS PISHOMAHITHICTIO KJIIHIYHUX IIPOSBIB,
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KOKHUUN KJIHIYHUI BUMAMIOK € YHIKaJIbHUM i T0-
Tpeby€ METANTBHOTO TOCTiIZKEHHSI.

KniHiyHnn Bunagok

Hocmimxenns mpoBemeHO BiAmoBigHo 10
npuHnunis lembcincbkoi neknaparii. OTpuma-
HO 3rO/y 0aTbKiB IUTUHU HA IIPOBEIEHHA 1OCJIi-
JKeHb, 1y0OJiKalio KIiHiuHOro BUIaAKy Ta ¢o-
TO IATUHMU.

Hisuunxa /[., Bikom 5 pokiB 9 mic., HapoaUIaCs
Bin I isiosoriunoi BariTHOCTI. Ha yipTpasByko-
BoMmy nocuipkerni (Y 3/1) mnoxa B 11 TiskHiB Te-
crartii momiveno 6-# manpuuk Ha JiBiH pymi. [Ipo-
BEJ/IEHO TIpeHATaJIbHUN CKPUHIHT HAa XPOMOCOMHi
3aXBOPIOBAHHS, OTPUMAHO HETAaTUBHUN Pe3yJbTar,
GaTbKaMy TPUNHSITO PillleHHs] HAPO/UKYBATU [IH-
tuny. [lomorn BigGysucst B 37 THXKHIB recTaiii,
iziosoriuni, aHTPOITOMETPUYHI MOKA3HUKNW HOBO-
HAPO/UKEHOI TUTHHK O/ B MEKaxX CEepeHiX 3Ha-
yenb (Maca Tima — 3200 r, 3pict — 52 cm), rpyna
kposi 0 (I), Rh (-). /lutuna sakpuvana omapasy,
olinka 3a mkano Anrap — 8 i 9 6anis. Ha mo-
MEHT HapO/KEeHHS IUTUHM MaTepi BUIIOBHUJIOCS
29 pokiB, 6aTbKOBi — 33 poku. Y mOI0rOBOMYy Gy-
JIMHKY BUSIBJIEHO BUCOKHUHN TIOPIiI CTUTMaTH3allii:
acumerpiio o06myuyd, nedopMaliio BYNIHUX PaKo-
BUH, «6-11 TTabunK» BUSABUBCS HAPOCTOM M SKUX
TKaHWH, SIKUH BiXOAWB BiJl cepenHboi amanru
Mi3WHYMKA HA30BHi. 3araJbHUN CTaH OIiHEHO K
3aI0BiJIbHUIA, TYypOYBaJIO Te, 10 [UTHHA HE MOTJIa
JIOBIO CMOKTATH TPY/M, ITOYMHAJA TIJIAKaTH, TPOTe
pi3Koro 3HMXKEHHS Macw Tija He BiasHavasm. [[u-
TUHY BaKIIMHOBAHO MPOTH TYGEPKYJIbO3Y i TernaTu-
Ty B, Bumnmcano 3a 2 pob6u.

Bmoma murtmHa Oysia  HECHOKINHO, MJISIBO
CMOKTaJIa, 3puryBaJja, IMBUAKO PO3BUHYJIACSI BU-
pakeHa KOBTSIHUIA. Y 3B'SI3Ky 3 IIMM Ha 7-MY
100y KUTTS JiBYMHKY TOCIITAaXi30BaHO B CTaHi
cepelHbol TSIKKOCTI. 3a pesysbraTamu obcTe-
xkenHst 3anepedeHo TORCH-iadexii, Busna-
yeHo amnasito tTumyca (3a pesyabratamu Y 3/1),
BCTAHOBJICHO BaJly Ceplid, SIKa Ha TO MOMEHT He
notpedyBasia XipyprivHoro BTpydaHHs (Ha eXo-
kapaorpadii: gedexT MiKIIIYHOYKOBOI mepero-
POIKH, HIMPOKE OBAJIbHE BIKHO, AWJaTalis JiBO-
ro IJIYHOYKa, AMjaTtalliss croBOypa i rijJiok Je-
reHeBoi aprepii, BUCOKa JiereHeBa TillepTeHsis),
MOKA3HWKMN fotyeporpadii cynuH rosoBu — y
MeKaX HOPMH; Ha MarHiTHO-Pe30HAaHCHIW TOMO-
rpadii ToJIOBHOTO MO3KY BUSIBJIEHO PO3IIUPEHHS
MOPOKHUHU [IPO30POi NEePEeTUHKY i ApiOHI BKIIIO-
4eHHsI TreMOCHIepuHy CcyOTeHTOpiaJbHO 3JIiBa
(octanni po3iliHeHO AK HACJHIIKU TepUHATATD-
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HOTO KPOBOBUJIMBY). [IUTHHY CIIPSMOBAHO /10 Me-
JUKO-TEHETUYHOIO 1 KapAloXipypriyHoro LeHTpiB.

Bucnosox yumozenemuxa: KapioTuil KiHOUUIL;
FISH-meTomoM  miaTBepiskeHO — MiKpoOjesieliio
22q11.2.

Koncymvmauis xapoioxipypea: pexoMeHI0BaHA
XipypriuHa KOpeKIisl BPOJKEHOI BaJy cepls y Bi-
i 3 mic.

Y Bimi 2 wmic. AuTUHY JIIKOBAaHO 3 TIPUBOIY
MBOGIYHOT OPOHXOITHEBMOHIT i3 3aTSUKHUM  Iie-
pebiromM; HapoCTaHHSIM O3HAK CEPIEBOi HEIOCTAT-
HocTi. Y Bili 5,5 Mic. AIBUMHKY ITPOOTIEPOBAHO
3 NIPUBOJY BPOMKEHOI Bajy Cepud i3 3a10BiJib-
HUM pe3yabratoM. OCTaTOYHWI iarHO3 TIEHTPY
Kapaioxipyprii « MHOXUHHI fedeKTr MiKILTyHOY-
KOBOI TIeperopojikut (riepuMeMOpaHo3HUI j1eheKT
(0 10 MmM) i MiHIMAJIBHUI aliKaJIbHUN M SI30BUIA

CLINICAL CASE

nedext (@ 2 mm). Bropunnnii gedext mixknepes-
cepAHOi Ieperopoiku. Bucoka apTepiasibHa Timep-
tensisg. CepreBa HemoctaTHicTh [TA cT.».
Disuunuii possumox. Jlo Xipypriunoro Jiky-
BaHHs Baau cepirsd (y S Mic.) AUTHHA Majia Macy
tizma 4600 1 (<3%) i 3pict 60 cm (<10%), omine-
HO METOJIOM IeHTUIbHUX cTanaapTiB. [licaa orme-
PaTUBHOTO JiKyBaHHSA TeMNU (PisUIHOTO PO3BUT-
Ky 3HAQUHO TPUIIBUIITUINCS, ajie BiJCTaBaHHS
36epiramocst 10 5 pokis: B 1 pik — 7,8 xr (<3%),
72,5 cm (<25%); y 3 poku — 12,2 xr (<10%),
91 em (<25%), y 5 pokiB — 17 kr (25-50% -
cepenti 3uauennsi), 106 cm (25-50% - cepen-
Hi 3HaUeHHd ). 3JHaYeHHS aHTPOTIOMETPUIHUX TTO-

Ka3HUKIB 6aTbKiB TUTUHU — Yy MeXKax CepeiHix.
CmamomomopHutl  po36UMOK  OUMuMIL: rOJIOBY
royaja TPUMATU Y BEPTUKAIbHOMY IIOJIOKEHHI 3

Tabnuys
OCHOBHi NOKa3HUKWU IMYHOJIOTiYHOIrO 0GCTEXEHHS B AUHaMILL
Onunuus Bik Pegepenrue
IMoxa3nuk . 3HayeHHs 3HAYEHHS 10
BUMIPIOBAHHSI | JHTHHH .
BiKYy
IgA, cupoBarka KpoBi r/n 7 mic. 0,24 0,83
’ 5 pokiB 1,13 0,27-1,95
IgM, cupoBatka KpoBi r/n z ;%;B ?’;g 53 41_’42151
7 mic. 5,19 7,0-16,0
IgG, cupoBartka kpoBi r/n ; gg;m 56’;744 47”503__1 96”106
5 pokiB 9.9 5,04-14,64
IgE 3aranpHmii, cupoBaTKa KpoBi MO/mn ; ;4(1);3 0’3335 <<155(’)0
bazoei cyononynauii
7 Mic. 54,1 50-77
T-nimpouutu (CD3+) % 1 pik 45,7 47-77
5 pokiB 36,8 59-78
%9 2 poxn 24,2 31-49
T-xenrepn (CD3+CD4+) - 102) n (2”1651‘ 13’3:2’56
5 5 pokiB 2
x107/n 0,47 0,7-2,8
% ) 9.8 16-38
T-IUTOTOKCHUYHI JTIM(POLUTH x10°/1 pokH 0,28 0,8-2,0
(CD3+ CD8&+) % 5 . 10,6 21-35
x10%/1 DOKIB 0,24 0,5-1,8
CriBB1AHOIIECHHS 2 poKHu 2,47 1,0-2,5
CD3+CD4+/CD3+CD8+ - 3 poku 2,55 1,0-2,5
% 7 mic. 30,7 13-35
B-nimdpouutu (CD19+) % 5 . 29,0 16-28
x10%/1 poXiB 0,650 0,5-1,1
% 7 Mmic. 12,2 2-13
NK-kiituau (CD3-CD16/CD56+) % 5 . 29,0 1628
<10/ poKiB 0,650 0,5-1,1
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Puc. [lip4nHka /. i3 piarHo3om «CuvHapom geneuji 22q11.2»:
a) AMTuHI —1 pik, acumeTpia 0bnnyys; 6) AnTuHI — 5 pokis, acnme-
Tpist 061MYYs, ManeHbki BYLLIHI PaKOBMHW, PO3TaLLOBaHi HU3bKO Ha
Pi3HOMY piBHi i MO-Pi3HOMY BiACTOBOYpPYEHI; B) NiBa ByLUHA pako-
BMHA ManeHbKnx po3mipis, AedopmMoBaHa, po3TalloBaHa HU3bKO,
3HaYHO BiACTOBOYpUYEHA; MIKPOrHaTis HUKHBOI LLenenu; r) npasa
BYLLHA PaKOBMHa 30BCIM iHLLIOI pOPMM, HiXX NiBa; TAKOX PO3TaLLIO-
BaHa HM3bKO i pOTOBaHa Hasap, KOpoTKuin PinsTp; A) Aedopmauis
pocTy 3y6iB

4 wmic., cumitu i moB3atu — i3 8 Mic., XonuTH ca-
MocTiliHO — 3 1 POKy, KaTaTWcs Ha caMmoKaTi — 3
4 pOKiB.

Moenennesuii po3eumox: Todajia <arykatu< 3
2 wic., seneratn — 3 8 Mic., 0 POKY BHUMOBJIS-
Jla 2 cJoBa, TOTIM HIiYOro YiTKO He TOBOpWJIA JI0
2 POKiB, KOPOTEHbKI PeYeHHS MouYaja BUMOBJISTH
micsst 3 POKiB (3 yacy Bi/BiyBaHHS JIOTOTIEIUYHO-
TO JINTSYOTO CAJI0UKa).

[Ticst BcranoBIeHHA miarHO3y Aesertii 22q11.2.
JIATUHY CITOCTEPITa€ eHOOKPUHOL0Z, OCKITIBKY JIJIsT
1IbOTO CUHAPOMY XapaKTepHUII CTaH rinornapa-
TUPEO3y Ta PiJIKO BiJI3HAYAIOTHCSA TaKi CTaHU, SK
rinotupeos i rinodizapunii Hanism [6,10,12]. IIpo-
BeJieHo J1abopaTopHi oOcTexkeHHs (BEHO3HA KPOB)
piBHIB iOHiI30BaHOTO Ta 3arajJibHOrO KaJblliio, (oc-
dopy, naparropmony (II'TT), tupeorponiny (TTT),
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tupokcuny BimbHOTO (T4 BinbuuMit). Pesysbra-
TW: piBHI KaJibllifo (3arajibHOTO Ta iOHiI30BaHO-
ro) i ¢docdopy 3aBxau Oyam B Mexax pedepeHt-
HUX 3Ha4€Hb, y CEpeAHbOMY CTaHOBWJIM BiJIIOBi-
Ho 2,35 mmoub/m, 1,3 mmonnb/m, 1,85 MMoub/1; a
piBai ITTT 3aBxau Gy/m 3HIKEHUME i KOJTHBAJIN-
cs1 B Mexkax 7,4—15,0 nr/mi (3a pedepeHTHHX 3Ha-
yenp 18,5-88,0 nir/mir). Cymom y autuHu He Oy-
Jio. Merozm Bidyasrizarii aparmuTonoiOHuX 3103
(Y31, ciiunturpadist) He mpoBesieHo. [lokazamkn
dysxuii muronoiouoi 3amosu (TTT, T4 BinbHuii)
3aBKau Oy B MexKax peepeHTHUX 3HAYeHb. 3a
pesyabraTamu Y 3/ mmronogiGHol 3a1031 He BU-
SIBIIEHO CTPYKTYPHUX 3MiH. OOCTEKEHHST COMATO-
TpomHoi (yHKIIiT Tinodisa He TpoBeIeHO 3a BiCYT-
HocTi IoTpedu (110 5 POKIB 3PiCT IUTHHK JIOCSITHYB
cepe/iHiX 3HAUEHb).

JliBUMHKA 3HAXOAUTHCS HA OONIKY 6 IMYHOLO-
ea. Y 3araJbHOMY aHasi3i KpoBi KiibKicTh JiMbo-
IUTIB y Tmepiox Mixk ¢iziosorivnnMu mepexpecta-
MU JIEHKOIMTIB 3aBX/a1 Oy/aa HUKUYOI 32 HOPMY
(32-37%) 3a HOPMaJBHOI KiJBKOCTi JIEWKOIUTIB,
oTKe, abCOMOTHI 3HAYeHHsT JIMMOIUTIB TaKOK
Oysii Hu3bkuMuU. TloCTiliHO peecTpyBajiucs BuU-
coki 3nauenust MmoHoruTiB (11-25%). Komruiekc-
Hi IMYHOJIOTIYHI TOCJIJPKEHHS IIPOBOANINCDH Y Billi
7 mic., a gami — mopiyao 3 1 poky 10 5 pokiB (y
nepiri /iHi JKOBTHS), pe3yJsibTaTH HaBe/lleHO B Ta-
Guviti. Y MAIlieHTKY BUSIBJIEHO TOMIPHUI CTYITIHD
iMmyHOZTeDITUTY 3 TIepeBasKHUM TTOPYIIEHHSIM KifTh-
kocti T-mimdoruris. Ile — Tunosi imynomoriuHi
3MiHM TIpU 1iii maTosorii. PiBHi iMyHOr/II00yTiHIB
IgA i IgM 3zaBxau Oy B Mekax pedepeHTHUX
3HaYeHb /0 BiKy AUTHHM, OKpiM [gG, KinbkicTb
SAKOro 710 2 pokis Oysa Tpoxu Huzkdoio. Ha meii
yac iMyHOMedIUAT KITTHIYHO MTPOSBISETHCS YaCTH-
MU PeCHipaTOpHUMU BipyCHUMU iH(PEKITiIMHU.

Bakuyunayis. Y mosoroBoMy OYAWHKY IUTHHY
BaKI[MHYBAJIN TIPOTH TYOEPKyIb03y i remaruty B
(Ha Toil yac pmiarHo3 He BcTaHoBjeHwui). Ilicis
BU3HAYCHHSA TeHEeTUYHOI aHoMadii Ta Xipypriunoi
KopekItii Bajim cepiid (3 8 mic.) ANTUHY BaKIUHY-
I0Th 3a IHAWBIIyaJbHUM KaJeHIapeM, OiTbITicTh
HIelJIeHb /10 BiKy IIPOBE/CHi, OKpiM BaKIMHA-
mii mpoTtu Kopy, maporuty i kpacuyxu. Illopiu-
HO TIPOBOJIATH IMIETJIEHHS MPOTHU TPUILY, Ha 2-MY
POIIi KUTTSI BAaKI[MHOBAaHA MPOTU ITHEBMOKOKOBOI
indexmii. Peakmiil i yckiragHeHb micss mienieHb
He BU3HAYECHO.

Cimelinuil anamme3. Y matepi MalieHTKU BCTa-
HoBJieHO miarHo3u «Cxkomio3», «Miortisiy»; cepen
GJIM3BKUX POJUYIB 110 MAaTEPUHCHKIil JiHii BcTa-
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HOBJIeHO miarHo3u «Pak martkm», «Mioma Mart-
ku», «Kicra seunukay, «Oxupinnasas, «Ilykposui
miaber Tuimy 2», «bponxiambaa actmas. Y pimHOi
cecTpu MaTepi, sika B 1LTI001, HEMaE JTel; y ABO-
IOpiZIHOT cecTpu AWTUHA TIOMepJia y Billi 6 pokiB
i3 miarnozom <«Bpomkena rigpornedartisg». bath-
KO JMTHUHU 310pOBMiA. Y igycs 1o JiHii 6aTbka
BCTAHOBJIEHO jiarHO3 «biunuii amiorpodivnuit
ckiepo3dy». HagBHicTb TCMXiYHUX 3aXBOPIOBAaHb
3arepevyoTh.

Ha momenm ob6cmencenns (5 pokiB 9 wmic.)
6aThbKM CKapyKaThCs Ha 4acTi pecripaTtopHi 3a-
xBopioBauHs autunu (8—10 pasiB Ha pik), mpoTte
JIETKOTO i CEpPeHbOTO CTYTEHS TSKKOCTI (He To-
TpeOyIOTh TOCTiTATi3allii), a TaKOK Ha AU3aPTPIi0
i 3aTPUMKY MOBJICHHEBOTO PO3BUTKY (0COOIMBO
CKJIQJTHO BUMOBJIATU 3BYKH <«II», <T»).

Ilix yac ornsgny npuBepHyJIa yBary acuMeTpis
o6smuust (D>S), BKopoueHuit (iabTp, aHTHUMOH-
rOJIOIIHUI PO3Pi3 oueid, MaJieHbKi 3a po3mipamu i
nedbopMOBaHi BYIITHI pPaKOBUHU, SKi 3JiBa i crpa-
Ba pPO3TalllOBaHi HU3bKO, ajie Ha Pi3HOMY piBHIi Ta
[0-Pi3HOMY BiJICTAIOTh Bij Yepemna, IOMipHE II0-
pyleHHs1 pocty 3y6iB (puc.).

Koncynvmauis JIOP: By3bKicTh HOCOBUX XOJIiB.

Koncynvmauis oxynicma: matosnorii He BUSB-
JIEHO.

Koncynomauis ncuxonoea: maiieHTKa Opi€HTO-
BaHa BceGiYHO BipHO, 30pOBUii i BepOabHMII KOH-
TaKT TATpUMYE. 3a JaHUMU TTaTOMCUXOJIOTIYHOTO
JOCJIJPKEHHA HEPBOBOI CUCTEMU BUABJICHO O3HAKU
MOPYIIEHHST NICUXiYHUX TIporieciB. MucieHHs 1o-
CJIIIOBHE, ZIELI0 CIIOBiJIbHEHE, KOHIIEHTpAIlis yBa-
T'¥, TEeMI TMPOCTUX CEHCOPHO-MOTOPHUX PeakKIlii,
aKTUBHICTb, CTiNKiCTh He 3HMWXKEHi, 30cepeiKeHa.
[Tporiecu mam’siti 106pe possuHeni. CrpuiimMaH-
HS — cepesiHill piBeHb po3BUTKY (7 6asiB 3a MeTO-
nom piarHoctukn Hemosa P.C.). /luzaptpis MoB-
JIEHHSL.

OOGroBopeHHs

HaBeneno kminiune criocTepeskeHHs, IO Je-
MOHCTPY€E KJIACWYHUN (HEHOTUTl CUHIPOMY JIe-
qentii 22q11.2, 3okpema, 1oro BapiaHT — CUHAPOM
Ji /lxopski, BKJIIOYA€E NMPUPOJKEHY Bajly ceplid,
amiazioo TMMyca 3 TepBUHHUM iMyHOAehiluToM
JIETKOTO CTYIEHs, TIilnoapaTupeos, MHOXUHHI
[IPOABU JINIEBOI AU3reHesii, Au3apTpilo, 3aTpUMKY
PO3BUTKY MOBJIEHHS, KOTHITUBHUN nedinuT Jer-
KOTO CTyTeHs. 3arpuMka (i3sudHOTO PO3BUTKY,
sika criocTepiranacst 10 4 pokiB, GyJia cOMaToreH-
HOTO reHe3y (HeJOCTAaTHE XapuyBaHHs, iIOKCHY-
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CLINICAL CASE

HO-IlIeMiYHEe ypaskeHHA I€HTPaJbHOI HEPBOBOI
CUCTEMU B IIepUHATAIBHOMY IIepiofi i rinokcemis
BHACJI/IOK CepIleBOi HEeIOCTaTHOCTI Ha TJIi BPO-
JUKEHOI Bajil cepilsd); 4YacTi BipycHi pecripaTop-
Hi 3aXBOPIOBaHHA, AKi MIOPIYHO PEECTPYIOTHCA B
OJTHAKOBIill KiJIBKOCTi, ajle MaiOTh JIETKHii TepeOir,
He TOpYyHIyioTh (isunanoro po3Butky. OcobimBo-
CTAMU BUIQIKY MOXKHA BBKATU BUPAXKEHY acCu-
MeTpilo 00JInYYsl, sika 9iTKO (hiKCYEThCST TIOCTIITHO,
a He TUIBKU IIPU TIOCMimIi abo Iiady, K IMOBi-
JIOMJIAJIU HIIN aBTOPH; BiACYTHICTD TrinoKasbliemii
Ha TJI 3HWKEHUX PiBHIB MapaTrTOPMOHY, BUPAKECHY
IU3APTPit0 32 BIACYTHOCTI TSIKKUX IIPOSABIB BEJIO-
(apuHTeaTbHOI HEOCTATHOCTI.

MoHiTopuHT 32 CTaHOM JUTUHHU BeAyTb 3a
MYJbTUAUCIUIUIIHADHUM TiifixomoM. Bin mepen-
6avae CIIoCTepeKeHHs CIeliaaicTaMu Pi3HUX Ha-
pAMIB: 1efiarpa, Kapaioxipypra i KapaiopeBma-
TOJIOTA, OTOJAPUHTOJIOTA i IIEeJeNHO-JIUIEBOrO
Xipypra, €HIOKPHMHOJIOra, KJIHIYHOTO TeHETHKA,
HEBPOJIOTa, IICUXO0JIOTa, IIYJIbMOHOJIOTA, JIOTOIE/a,
imyHosiora. OCKiJIbKM 3a JaHUMM JIiTepaTypu B
MarienTiB i3 cungapomom aenertii 22q11.2 € Bu-
COKUII PU3MK PO3BUTKY ayTOIMyHHOI NaTOJIOTi
(HaityacTilie IOBEHIBHOTO i/iONIATUYHOTO  ap-
TPUTY, IMYHHOI TPOMOOIUTOIEHIT, reMOJITHYHOT
aHeMii, ayTOiMyHHOTO THPEOIUTYy TOIO), OHKO-
soriuroi marosorii (sgimMdomu, roctpoi miMbo-
6JsacHOl JiefikeMil, COJIIHNUX TTyXJTMH), 10 BUHU-
kae BHacaifiok auchyHkiii T-KTiTUHHOI JTaHKH
iMyHiTETYy, LIe CJiJi BpaXOByBaTU B IIOJAJIbIIOMY
criocTepeskenHi 3a marientoM. OKpiM TOTO, HATO-
JIONIYETHCSA HA BUCOKOMY PU3UKY 3aXBOPIOBAHHS
Ha mmusodpenio [3,6,10,12].

Ha 1eit vac nutmHa NMPOXOAUTH Clieliani3oBa-
HE HaBYaHHA B JIOTOIEJd, MAaTU BigMidae ycCIixu
3a ocTaHHIN pik. BakimHaiiiio npoBoasaTsh 6e3 Bu-
KOpUCTaHHS XuBUX BakuuH. IIpore B cyyacHux
yMOBax 0c00aM i3 HETSKKUME (hopMaMu CHHIPO-
my /[li /I>kop/iki 3a BiATOBiIHUX 3HAUEHD TTEBHUX
imynosorivanx mokazuukis (CD3+ T-mimdornnm-
tamu >0,5 I'/n, CD8+ T nimdoruramu >0,2 I'/n
i HOpMaJIBHOIO TIPOJi(hepaTUBHOIO PEAKITIE0 Ha
MiTOTeHU ), PEKOMEHIYIOTh TTPOBOAUTH IIEeTIIeHHS
[IPOTU KOPY, KPACHYXU, €MifeMiYHOrO IAPOTUTY
Ta BiTpsHoi Bicmm [11].

Barpkn mutraM 06i3Hani momo HeoOXimHOCTI
KOHCYJIbTallii TeHeTHuKa B pasi IJIaHyBaHHS Ha-
CTYIHMX BariTHOCTEN. Ko oauH i3 6aThKiB Mae
cunapom gesertii 22q11.2, To cim'i mpononyioTh
MIPOBECTU  €KCTPAaKOPIOpaTbHE 3aIlTiTHEHHS, i
nepes iMIIAHTAIi€l0 eMOpioHa HOTO JTOCIIiKY-
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I0Th Ha HasiBHicTH gesenii 22q11.2. Skmo Garb-
KM He MaloThb matoJiorii 22-1 XpoMocomu, TO 3a
HACTYIHOI BariTHOCTI IIPOIIOHYIOTb IIPOBECTU [I0-
caipkerHs Bopcuan xopioHa (10-13-#1 TwxaeHsb
recraifii) abo amuionenres (3 15-r0 THKHS Tre-
cTarlii) 7711 TPOBeIEHHST XPOMOCOMHOTO MiKpOMa-
tpuunoro abo FISH-anamnizy [1,10].

A un KasKye Mama, 1o TeHEeTHYHY aHOMAJiio
He BUSIBWIN Ha PaHHIX TepMmiHax BariTHOCTI? Mu
IIbOTO B MaMU He 3alUTyBaJIM, OJIHAK BOHA caMa
3asHaumia: «Hi, He kalkyio, He YSBISAIO CBOTO
KUTT Ge3 1iei AuTHHU». 3BiCHO, NMPOSIBU CHH-
apomy gednerii 22q11.2 y 1bomy Bumagxy Oynan
B MEKaX CEPEeIHbOI TAXKKOCTI: Xipypriuna KOpPeK-
ITist Baau cepirst OyJia yCmilHow, He OyJI0 TSKKO-
ro KOMOIHOBaHOTO iMyHOZEDINUTY i TSKKUX Ha-
CJIJIKIB Ha TIPOBEJEHY BaKIMHAIII O BCTAaHOB-
JIEHHsI [iarHO3y TeHeTHYHOi aHoMaJii, He OyJio
TSYKKOTO TillonapaTrupeosy i3 cygoMamu, He CIIO-
CTEPIraeTbCd 3HAYHOTO BiJICTAaBAaHHA TCUXIYHOTO
PO3BUTKY, & MOBJICHHS TOJINIIYETHCSA 3 KOKHUM
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