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Crarta npucesadeHa 60-pivdio 3 yacy Bu3HaveHHsa cuHapomy i xopaxi. HaseaeHo Giorpadidni paHi npodecopa, ANTa40ro eHaoKpuHonora
AM. [i Oxopoxi, etany BUBHEHHSA CUHAPOMY, OCHOBHI KNiHIYHI NPOSIBM 32 AaHVMU NiTepaTypy i KOHKPETHOIO KNIHIYHOrO B1MNaAKy, METOANKM
[jarHOCTYBaHHSA.

MerTa - 3ragarti OCHOBHI BiXv XWUTTS BLUAATHOro B4eHoro A.M. [li Jxopaxi i 3HaYeHHA Moro A0CHioXeHb Y GOPMyBaHHI Cy4acHOro ysaBaeHHa
npo CMHAPOM Aenewji 229 11.2; npoaHaniayBaty KNiHi4YHUIA BUNaaok CUHAPOMY.

KniHiyHui BUNapokK. /[ljsunHka Bikom 5 pokis, nonepeaHivt aiarHod cuHapomy i Jxopaxi BCTaHOBAEHO Ha 8-My A00Y XUTTH AUTUHIL 3a
HaaABHOCTI annasii TuMmyca i Baaym cepus 3a pesynstatamiu BignosigHvx MeToais Bidyanisauji. CuHapom niarsepaxeHo FISH-metonom. OCHOBHI
NPOSIBY 3aXBOPIOBAHHA: BaAM CepUS (MHOXMHHI AeDEKTU MiXLLAYHOYKOBOI NEpEeTnHKI: nepnumemopaHo3Hnii aedekT (@ 10 MM) i MiHIManbHUM
anikanbH1i M'A30BUiA AedeKT (@ 2 MM); BTOPUHHUI AedeKT MixXNepeacepaHOi NEPETUHKI, BMCOKa apTepianbHa rinepTeHsis); annasia TMmyca,
AKa CynpOBOMXYBaNacsa NOMIPHOIO NIMMONEHIEIO | BHXXEHHAM PiBHSA T-NIMMOLIMTIB, @ TakKoX 3HKEHHSAM piBHA IgG y nepuli 2 poku XuTTs (iMy-
HOAEDIUNT KNIHIYHO NPOABAABCA HaCTVIMM BIDYCHUMIK PECNIPATOPHUMIK 3aXBOPIOBAHHAMM); kKpaHiodauianbHi edekT PO3BUTKY; HU3bKi DiBHI
naparropMOHy 38 HOPMaJTbHIX 3HA4YEHb PIBHA KaSTbLYIO B KPOBI, 3aTPUMKA PO3BUTKY MOBIEHHS | AN3aPTPISA, KOTHITUBHUI AedilnT (1erkoro cry-
nenHs). JaHi pos3suTKy OUTUHW, 3HaYEHHA N1abopaTopHX NOKa3HVIKIB Ta AaHi iIHCTPYMEHTaNbHVX AOCNIAKEHb HABEAEHO B ANHAMILL ST POKIB
BucHoBKkuK. 3a 60 poki, 3 4acy NepLUOro NoBiAOMAEHHSI MPO 03Haku CUHAPOMY, BinOynacst 3HayHa TpaHcOOPMaLLis PO3YMIHHS CUHAPOMY
Li xxopaxi: Bif, BDOAXEHOIO 3aXBOPIOBAHHA EHAOKPUHHOI CUCTEMM | NEPBUHHOIO IMyHOAEDILMTY 40 XDOMOCOMHOI NaTtonorii (CMHAPOM Ae-
neuji 22g11.2 xpOMOCOMMN) i3 NOAIOPraHHOK ANCOYHKUIEID. Ha CbOroaHi BU3Ha4eHa HeobXiAHICTb MyNbTUAVCLMANIHAPHOIO Miaxoay 00 Be-
OEHHS Takvx NaujeHTiB, NPoTe, BPaxoByyM NOAIMOP@I3M KiHIYHMX NPOSBIB 3aXBOPIOBAHHSA, BAXMBO AOTPUMYBATUCS NEPCOHANI30BAHOrO
nigxony A0 MEHEAXMEHTY.

JocniaxeHHa BMKOHaHO BiANOBIAHO A0 NPUHLIMAIB [eNbCIHCLKOI Aeknapadii. Ha npoBeaeHHst A0CNIAXEHb OTPUMAaHO IHPOPMOBaHY 3rody 6aTb-
KiB OUTUHN.

ABTOPW HE 3aABNAIOTL NMPO KOHIIKT IHTEPECIB.

Kniouosi cnoea: curapom i [xopaxi, aeneuia 22g11.2 xpomocomu, Giorpadia A.M. [i [ixopaxa, etanu BUBHEHHS CUHAPOMY, KAiHIYHI
NPOSABK, FrEHETUYHA OiarHOCTMKA.
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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 AHpxeno Mapio Li xopaxi

CbOFOI_[Hi Bizomo monay 6000 pigkicaux 3a-
XBOPIOBaHb, i3 HUX T€HETUYHO o6yMOBJ1eHi
moHax 70%. BBakaioTh, 0 Ha HUX CTpakKaae
noHax 300 man goneit. OnHiEID 3 TeHETUIHUX
anomaJin € cuaapoM /i J:xopaski, 3a npisBuinem
aBTOpa, sikuii ii Brepire BusHauus. Y 1965 p. /[li
JI>Kop/Ki JTOTIOBIB PO 3B’SI30K  BPOJIKEHOT BiI-
CYTHOCTI TUMYyca 3 peIlUANBHUMU iHGEKIiaMHT i
rinonaparupeosoM, a B 1968 p. onybirikysas opu-
rinajpHy ctarTio [5]. Biaroai crummnyo 60 pokis,
BCTAHOBWJIA IIPUYMHY 1 4YaCTOTy L€l aHOMAaJii,
XapakTep ypaskeHb 0araThbOX CHCTEM OpraHizmy,
PO3pPOOUIN METOAU TEHETHYHOrO 00CTEKEHHS Ta
MeHe/DKMeHT Takux maiiedTiB. OcTtaHHiMu po-
KaM¥ JIOCTI/IPKEHHS CTOCYIOThCSI THUTAaHb TIepU-
HATAJIbHOIO [iarHOCTYBAHHS Ta MIENJIeHHS I1a-
LUIi€HTIB i3 UM CUHIPOMOM.

Mema nocnigkeHHs — 3rajaTd OCHOBHI BixXu
KuTTA BujaatHoro BdeHoro A.M. Jli /Ixopmxi i
3HAYeHHs1 HOTO JOCTi/KeHb y (opmyBaHHI Cy-
YaCHOTO YSIBJIEHHS PO cuHpoM aedtertii 22q11.2;
MpoaHai3yBaTh KJIiHIYHUU BUIIAJIOK CUHIPOMY.

Anmkeno Mapio i Isxopmk (15.04.1921 —
11.10.2009) mapomuscs B CIIIA (IliBgenna Mina-
nenboist, mrat [leHcnabpBaHist), oro 6aTbku Oysm
emirpantamu 3 Itasii. Bussias Gaxanus i 31i6-
HOCTi JJ0 HaBYaHHs, 3aKiHUMB i3 BiJ[3HAKOIO ce-
pennio mkosy i yaiBepcurer Temiun (crioyarky 3a
crieriabHicTIO XiMika, misHime (1945) — mikaps).
3axMCTUB JIOKTOPCHKY JMCEPTAIlil0 3 €HIOKPUHO-
Jgiorii. Y 1952 p. npuennaBcs 10 Kadeapu nemiaTpii
Mennunoro daxkysabrety YHiBepcutery Temrur, 3
gacoM cTaB nipodecopom niexaiarpii (1967 p.) i no-
yecanM tpodecopom (1991 p.). Bogrouac mpairio-
BaB y autayiii jikapui Ceartoro Kpicrodepa, ne
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CTaB KEPiBHUKOM BiJliJIeHHA €HJOKPUHOJIOTII Ta
o6miny pedosun (1961-1989 pp.), aupexTopom
[TeniaTpunoro 1eHTPy KIIHIYHUX MOCJHi/PKEHD
(1965-1982 pp.). IlparoBas y migposaiii nemia-
TPUYHOI EHJOKPUHOJOTIT AMEPUKaHCHKOI paju
nesiaTpii, 6yB OJHUM i3 3aCHOBHUKIB i Ipe3ujieH-
tom IlemiaTpryHOrOo EHAOKPUHOJIOTIYHOTO TOBA-
puctBa Jloycona—Bisikinca. Iligrorysas posain 3
€H/IOKPUHOJIOTI] 10 BCECBITHBO BiIOMOIO HiZpyy-
nuka Henbcona «OcHoBu nepiatpii» [13].

Ortxe, cioyarky cunapom /[li Jsxopmxi o3na-
YaB BPOJKeHUN eeKT PO3BUTKY THUMyca Ta pe-
nuanMBHI iH(eKIiT B moeaHanHi 3 rinmonapaTupeo-
30M (11€ 6yJI0 OIHUM i3 TIEPIIUX CIOCTEPEKEHb, 110
BKa3yBaJO0 Ha 3B’S130K MiX TUMYCOM i 3aXHUCTOM
opraHizmy Bia iHpexmii) [3]. 3 BU3HAHHAM Te-
opii mOpylIeHHSI PO3BUTKY TPETbOI Ta YETBEPTOI
3s10pOBUX JyT B eMOpioreHesi, siki 6epyTh y4acThb
y opMyBaHHI BUJIOYKOBOI Ta MaparuTonoaiOHux
3a7103, CepIlsl i POTOIJIOTKH, /10 CTPYKTYpU CHH-
JIpOMYy YBiHIIJIM BpoO/KeHi BaJu ceplis Ta Cy/UH,
KpaniodalliyibHi 1mopymieHHs po3BuTky. ¥ 1980-x
pPOKaxX BCTAHOBWJIM TEHETWYHY MPUYNHY CUHIPO-
My — nenertist 22 xpomocomu (22q11.2) [4]. Ano-
MaJlisl BUHUKA€E BHACIIIOK HealeJbHOI pekoMOiHa-
1ii B mporieci Meio3y i yac criepmarorenesy abo
OBOTeHe3y, 3a SKOi Ha NeHTPAIbHIN MiJSHIl 10B-
roro IJjieda XpoMocomu 22 BifOyBa€ThCs AeIelis
poamipamu Bix 1,5 10 3 merabas [8].

Ha mowatky 1990-x pokiB ympoBamxke-
Ha MeTojMKa reHetudyHux gociimxenp FISH
(fluorescence in situ hybridization) 3 Buxopu-
CTaHHAM 30HAIB y Mexax ainsgHku 22q11.2, mo
nerajizdyBaia cyOMikpockoriuHi menerii 22q11.2
sk npuunHy cunzapomy i [Ixopmxi. Bpaxka-
10Th, 10 AinsgnHka 22q11.2 € oxnico 3 HaiibiabII
CTPYKTYPHO CKJAJHUX Yy IeHOMi, IepenyciMm de-
pe3 Jekijbka Beaukux OJsiokiB, a Jokyc LCR
(low copy repeats) periony 22q11.2 Bpasnuwuii
JI0 TeHEeTUYHOI IMOMUJIKHM, 1[0 00yMOBaeHO 96%
imenTuynicrio [9].

[Tomryk reHeTnuHOI TpuYrHU (POPMYyBaHHS Jie-
SAKUX IHIIMX ONMCAHUX CUHAPOMIB JOBiB, 110 BO-
HU TexX € Hacainkom aesentii 22q11.2. Tomy 3a-
pa3 TepMiH «cuHzApoM fedneltii 22q11.2» oxorutoe
K MiHiMyM 6 (eHOTHIIOBO HMOAIOHMX CTaHiB, SKi
paninie BBaKaJUCA Pi3HUMU CHHAPOMAMU: CHH-
npom /li /Ixxopmxi, BeokapaiogariaJpHU CUH-
JIPOM, CHHJIPOM KOHOTPYHKAaJbHUX BaJl Ta aHO-
Mastiii 06JIMYYsl, ayTOCOMHO-AOMiHaHTHUIT Opitz
G/BBB cunzapom, cunapomu Cennakosa i Kaii-
gepa. IIpote kmiHiuHi TposiBM BKa3aHWX CTaHiB
MalOTh ME€BHi BiIMiHHOCTI.
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Yacrora cungpomy paesenii 22q11.2 crano-
BuUTh 6n3bK0 1:4000 KMBMX HOBOHAPOIKEHHUX,
pisHMII 11010 cTaTi malieHTiB He BuUsiBIeHO. 93%
mpobaH/IiB MalOTh Jeeliio de novo, nunie y 7%
HaIli€HTIB aHOMaJIisl yCHagKoBaHa Bix OaThKiB 3a
ayTOCOMHO-JIOMiHAHTHUM THUIIOM [2].

[lo OCHOBHUX KJIIHIYHMX CUMIITOMIB CHUHJIPO-
My nenertii 22q11.2 mamexxatsb: Bagu cepiis, JuIe-
BUiT mu3Mopdi3M i BesodapuHTea bHa HEOCTAT-
HiCcTh, Timorviazisi/amiazigs tumyca i BiamosigHi
iMYHOJIOTIYHI MOpPYILIEHHS, TillOKaJAbLieEMisd Ha TJi
rinonapartupeosy. OnucaHi i MOCTIHHO 10/1AI0Th-
cd iHmN KJIHIYHI DpoABU Ii€l IeHeTUYHOI aHo-
MaJtii, TpoTe BOHU TPAILISIOTBCS Pinko. PizHuiig
B TIOEJTHAHHI i BUPA3HOCTI KJAIHIYHUX CUMIITOMIiB
oOyMoOBJIeHa pisHOMaHiTHICTIO hopM  medeKTiB
22-i xpomocomu. BusHaHe icHyBaHHSI —Kijh-
KOX THUIIOBUX BapiaHTiB Mikpoaenernini 22q11, Bi-
IOMi TaKO)X HETUTIOBI BapiaHTU TMOPYIIEeHb. Y
JIOKyCi pesertii posramroBani OJM3bKO 46 TeHiB,
85% marmienTiB MatoTh Tumosi meserii 22q11.2
(Bin LCR22A no LCR22D), ix piarHOCTyIOTh 32
FISH-meTonoMm, HeTurosi gesertii Ha 22-i1 XpoMo-
comi (LCR22B-LCR22D a6o LCR22C-LCR22D)
3a3BUYail TepebiraroTh y cTeptiil popmi Ta He BU-
aprstiorbest FISH-meronom [12].

Bpomxeni Bagu cepiist i cyauH BiiMivuaioTh B
abcoJtroTHOI Oisbrocti namienTiB (6m3bro 80%).
Cunpnpowm nenerttii 22q11.2 ocinae onxe 3 mpoBij-
HUX MICIb Y CTPYKTYpl HPUYUH BPOJIKEHUX BaJ
cepigd.  CrHekTp ceplieBO-CyIMHHOI  TaTOJOTi1
Ha/I3BUYAWHO BEJUKWH, XapaKTepHe TOE€THAHHS
MEKiJPKOX Baj cepild B marienTta. Hafwacrtimm-
MM BBaXKalOTb BaJl PO3BUTKY KOHOTPYHKaJIbHOI
NingHKN (KOHOTPYHKYC — Tle JJISTHKA ceplid, SKa
3HU3Y CIIOJIYY9AE€ThCSA 3 KaMepaMU Ceplis, a 3Bep-
Xy — 3 aprepiaJbHUMHU CyJIWHAMH), 0 HUX Ha-
gexxkarb: Terpaga Daso, mepepBaHa ayra aop-
™ (uacrime tan B), 3aragbHuil aprepianbHUI
cTOBOYp, AedeKTH MiKIIIYHOUYKOBOI TePeropo-
KU 3 aTpesieo JereneBoi aprepii. Ommcano OGara-
TO IHIIUX BaJ MariCTpaJabHUX CYAUH, KJIAIAHHOIO
amapata i meperopomok cepis [6,10].

JluneBuii auamop¢diam y marieHTiB i3 me-
gemieo 22ql11.2 cmocrepiraioTb MPaKTUYHO B
KOJKHOTO TAIliEHTa, i TPOsIBU KOro TakoX Pi3-
HOMaHiTHi. XapakTepHi O3HaKU: TillepPTeJOPU3M
ouelt, KOpOTKUil (higbTp, MaJeHbKI po3Mipu poTa.
AypukyJsapHi anomasii € ofHUMU 3 HallyacTinmx
npossiB. BinsnHauaioTb HHM3bKe Ta acuMeTpuy-
He pO3TalllyBaHHS BYIIHMX PaKOBUH, MaJeHbKi
3a po3MipaMH Ta OKPyryioi ¢opMU BYIIHI Pako-
BUHH, sIKi MOKYTh OyTH POTOBAaHMMHU Hasal abo

ISSN: 2706-8757 Ukrainian journal Perinatology and Pediatrics 1(101) 2025

CLINICAL CASE

BiZICTOBOYpUYEHNM, aHOMA/IbHY OyIOBY BEpPXHBO-
rO 3aBUTKQ, IIpeaypUKyJIapHi HAPOCTHU, MIKPOTIIO,
aHOTiI0, 3BYKEHHSI CJIyXOBOTO OTBOpY. AcuMme-
TPito 06JIMYYST, SIKY Y4aCcTO CHOCTEPIraloTh MpHU I0-
cMmimi abo 1mavy AUTUHY, BigMmivaorh y 6—14%.
MoskmBi aHomasii GynoBu Hoca (0COOJIMBOCTI
30BHIIHBOI (hopMU, By3bKi HOCOBI xoiu, medop-
Mallisi TIeperopojIkn), oueil (Kosoboma, 3ajHi eM-
OpPiOTOKCOHM, CKJIEPOKOpPHEa, aHo(TanbMis iH-
mii). HasiBHICTD XapakTepHUX PUC 006JUYYsT MOKE
CIIPUATHU CIIPAMYBAHHIO TAIIEHTA 0 MEIUKO-Te-
HETUYHOTO TIEHTPY /Ui imeHTUdiKaIii cuaapomy.
Yuenuuu migHeOiHHs (siBHI a0 MpUXOBaHi),
0[IHO- ab0 ABOOIYHE HE3POIIEHHSI BEPXHBOI TyOn
€ TSUKKUMU TIPOsiBaMU BeJo(papHHreajbHOi He-
JocTaTHOCTi. BOHM MOXYTb NMOEAHYBATUCS 3 Jla-
PUHTO-TPaxeo-cTpaBoxiiHuMu  fedexkramu  (J1s-
PUHTOTpPAaXeoOMaJIdllisl, CTEHO3 TOpPTaHi, CyJAWHHE
Kisblle, e3odareaysibHa aTpesist) i moTpebyoTh
Xipypriunoi xopekiiii. XapakTepHUMU € KOPOTKE
TBepiie abo M'sike MiHeOiHHs i TiloTOHis BeJIo-
(apunreanmbroi myckynatypu. Lli anomasnii mpo-
SABJISIOTBCA B MAJIIOKiB TPYAHOIIAMYU Y BUTOZOBY-
BaHHi, TPU3BOJATH 10 3aTPUMKHU PO3BUTKY MOB-
JICHHSI: XapaKTepHO HasgBHICTbh T'YTHSABOIO T0OJIOCY,
HENpaBUJIbHE BWMOBJISIHHS 3BYKiB, 0COOJMBO
npurosiociux. baussko 70% miteii Bikom 24 wmic.
HEe TOBOPHUTH ab0 B/KMBAIOTH JIMIIE KiJbKa CJiB
abo 3HaKiB. 3 BIKOM KiIBKiCTh TAIliEHTIB i3 He-
Po30ipIMBUM MOBJIEHHSIM 3MeHIyeTbest (10 10%
cepen nopocaux) [3,6,10,12].
Amnnasig/rinomiasis TMMyca € OJHUM i3 TH-
MOBUX TIPOSIBIB CUHApOMY Mikposenerii 22q11.2
i Moxe mpusBoauTH M0 imMyHOmedinuTy. Bpa-
JKalOTh, 110 y YBEPTi MAILEHTIB CIIOCTEPIraroTh-
¢ KJiHiuHI 1posgBU iMyHozedinuTy NepeBakKHO
JIETKOTO 200 CepelHbOTO CTYIEHS, OCKIIbKH ISt
HOpPMaJIbHOTO (DYHKITIOHYBaHHA iMyHHOI cucrte-
MU JOCTaTHBO Mi3€pHOI KiJIbKOCTI TKAQHWUHU TH-
myca [3]. TunmoBumu i HayacTimumu 3MiHaM# €
3HMKeHHsT Kisbkocti T-mimdorutis (10 80% ma-
Ii€HTIB), MOXJINBI BapiaHTU TOEIHAHHA 3 Jedi-
IIUTOM TYMOPAJbHOI JaHKW iMyHiTeTy (ftedimut
IgA/sIgA, pimmie nedinut 1gG, nedextn imyHHo1
BifmoBini Ha mosicaxapuani anturenn) [10,12].
i 3miHM KAIHIYHO TPOSIBISAIOTHCS YacTUMU/3a-
TSOKHUMU BipyCHUMHU 1 GakTepiaqbHUMU iHbEK-
UisIMU BEPXHIX AMXAJbHUX ILJIAXiB, IIPUYOMY B
QiTell AOMIKiIbHOTO BiKy. /[asi BUABIAIOTH CIOH-
TaHHE TOJIIIIEeHHA IMyHOJOTIYHMX MMOKA3HUKIB 1
crany mutuHH. Pinko (5%) y miteil i3 cuuzapo-
MoM Mikpogesnertii 22q11.2 po3BuBaeThCS KIiHIKA
TSIKKOTO KOMOIHOBaHOTO iMmyHOzedinuty [3].
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limonmapatupeo3 cepeji mali€eHTiB i3 CUHAPO-
MoM Mikpozenerii 22q11.2 crmocTepiraioTh yacTo
(47-67%). oro HagBHiCTD MOKe TIPU3BOAUTHU 10
rinokaspiliemMii pi3HOro CTymneHs TSLKKOCTI. 3HU-
JKEHHS PiBHSA KaJbIlilo B KPOBi KJiHIYHO MOXKe
He TTPOSIBIATHUCS, IPOTE B AiTEl MEPITUX MicsIliB
JKUTTA MOJXKE CYHPOBOKYBATUCH TETAHIEO i Cy-
nomamu. [inokanpllieMiss 4acTO HOCUTb TPaH3U-
TOpHUI XapakTep i 3 BikoM 3HUKae. [Ipore 3HU-
JKEHI PiBHI KaJbllil0 B KPOBI MOXKYTb PEECTPYyBa-
TUCA B JAiTel i OPOCJUX Yy BiINOBi/b HA TOCTPUIA
ctan (TpaBmy, iHdexkIio Tomo) [6,7,10,12].

Y miteii i3 cungpomom nedertii 22q11.2 BusB-
JIIOTH 6arato iHIMUX BPO/KEHHUX BaJl PO3BHUTKY,
X04Ya BOHM TPAIJISIOThCA 3HAYHO pijnie. BusHa-
YaloTh BaJU CKeJeTy (I0AaTKOBi pebpa, Kpauio-
CHHOCTO3, TOJIiIaKTHIIi0, aHoMaJtii XxpeOTa); pisHi
BapiaHTH au3eMOpioreHesy HHMPOK (IIOABOEHHS,
HOJIKICTO3, MiAKOBOIOAIOHA HUPKa, Tigponed-
po3), cTaTteBOi cucTeMu (areHe3is MaTKH, Timo-
Crajlisg, KpUNTOPXi3M), OpraHiB TPaBHOI CHCTEMHU
(xBopoba TipurmpyHra, arpesisi TOHKOTO KHIley-
HUKA, Bi/ICYyTHICTh aHyca, MyMKOBi i riadgparmaib-
Hi KWJIN), TEeHTpPajJbHOI HepBOBOi cuctemu (Iie-
pebpasibHa aTpodis, Tinomasii meBHUX BigAiIiB
(rinodiza, rinmoramamyca, M0O304Ka), IMOJiMiKpO-
ripisi, 1edekT po3BUTKY CIIMHHOTO MO3KY TOIIO)
[3,6,10,12]. Yu Bci Bagum € HacaikoM Jenertii
22q11.2, yu BoHU OOYMOBJIEHI Mi€I0 HECIPUST-
JIMBUX YMHHUKIB y Tepion embpioreHesy? Jloci-
JUKEHHS TTPOTOBKYIOTHCS.

CnekTp INICUXOHEBPOJOTiYHUX TOPYIIEeHb
3HayHMil. DBinbnricTh AOCTiHUKIB BKasye Ha 3a-
TPUMKY IICUXOEMOIliiiHOro po3BuTKy (1m0 70%) i
pialie — Ha PO3yMOBY BiJICTAJICThb NPU JeJiellii
22q11.2. lle cympoBOIKYETHCA 3aTPUMKOI0 MOB-
JICHHA HaBiTh y BUIIaJKaX i3 HOPMaJIbHUM IICUXi4-
HUM PO3BUTKOM. 3 BiKOM [[iTW OCUTBH YCIIIITHO
OMAHOBYIOTh BepOabHi HABUYKM, i OCHOBHOIO
po0JIEMOIO B IIKIJIBHOMY Billi CTalOTh ITOPYIIEH-
Hs B HeBepOaibHIN misHaBaabHill chepi. Bisb-
IIiCTh MAIIEHTIB MA€ HOCUTHb BUCOKY 3[IaTHICTH 10
MeXaHIYHOTO 3armaM’sITOByBaHHS CJiB i oHema-
TUYHOTrO cpuitHaTTd. CiyxoBa mam’sTh JiTeil i3
cUHAPOMOM Mikpozenenii 22q11.2 npeBamioe Hax
30pOBOIO, Bifi3HAUa€ThCsT AeDIUT OMepaTuBHOI
nam’saTi i BUKOHaBYMX (QYHKIIii, 0cOOIMBO 3a BU-
KOHaHHsI 6araToCTyIiHYaCTUX 3aBAaHb. Y 4acTH-
HY TIAIIEHTIB BU3HAYAIOTh PO3JaJAN ayTUCTUYHOTO
xapakrepy (6%), eminericiio (11%), y xiteit ctap-
nroro BiKy i gopocimux — musodpeniio [6,10,12].

Otxe, cungpom pnenernii 22q11.2 xapakre-
PU3YETHCA PI3HOMAHITHICTIO KJIIHIYHUX ITPOABIB,
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KOKHUI KJIiHIYHUIT BUIA/JIOK € YHiKaJIbHUM i IO-
Tpeby€ IeTANbHOTO TOCTi/IPKEHHSI.

KniniyHnn Bunapgok

Hocrimxenns mpoBemeHO BiAmoBigHO 110
npuHiuniB T'erbcinchkoi neknaparnii. Orpuma-
HO 3r0oj1y 0aThKiB AUTUHU HA TPOBEIEHHS JOCIi-
JKEHB, MyO6JIiKailio KIiHiYHOrO BUIAAKY Ta (o-
TO AUTHUHHU.

isuunxa /., Bikom 5 pokiB 9 mic., HapoauIacs
Bix [ disiosoriunoi BariTHOCTi. Ha yabTpasByko-
Bomy gocrimpkenni (Y3/1) miaoma B 11 TwxHIB Te-
crarii momiveno 6-i nagpuuk Ha JiBil pyii. IIpo-
BE/IEHO IIpeHaTaJbHUI CKPUHIHT Ha XPOMOCOMHi
3aXBOPIOBAHHS, OTPUMAHO HEraTUBHUI pe3yJbTar,
GaTbKaMy TIPUIHSITO PillleHHsT HapOPKyBaTH [IH-
tuny. [lomoru BimGysucst B 37 TUKHIB TecTartii,
(hisionoriuni, aHTPONIOMETPUYHI TOKA3HUKU HOBO-
HAPO/KEHOI TUTHHU OYyJIM B MeXKax CepeHix 3Ha-
vyenpb (Maca tima — 3200 1, 3pict — 52 cM), rpymna
kposi 0 (I), Rh (-). [lutuna sakpuyana ompasy,
oliHka 3a mkanoo Anrap — 8 i 9 Gaznis. Ha mo-
MEHT HapOJKEHHSI [UTUHU MaTepi BUIIOBHUJIOCS
29 pokiB, 6aTbkOBi — 33 poku. Y mos0roBomy Oy-
JIMHKY BUSBJIEHO BUCOKWH TOPIT CTUTMATHU3AIIii:
acumeTpio ob6snyyst, gedopmaliiio ByIIHUX PaKo-
BUH, «6-ii TaJIbYMK» BUSBUBCS HAPOCTOM M'SIKUX
TKaHWH, SIKUH BiZIXOAWB Bifl cepemHboi dasaHTn
Mi3WHYMKA HA30BHi. 3araJbHUI CTaH OIIHEHO SK
3aJI0BLIbHMIA, TYpOyBaso Te, IO AUTUHA He MOTJa
JIOBTO CMOKTATU I'PyaH, IIOYMHAJA [JIAKaTH, IIPOTe
pi3KOro 3HM)KEHHd Macu Tijla He BifizHadauu. [(u-
THHY BaKI[THOBAHO MPOTH TyOEpKyIbO3y i remaTu-
Ty B, Bumnucano 3a 2 mob6u.

Bmoma murtmHa Oysia HECTOKINHOMIO, MJISIBO
CMOKTaJa, 3puryBajia, MBUIKO PO3BUHYIACS BU-
pakeHa KOBTSHUIA. Y 3B'S3Ky 3 I[UM Ha 7-My
100y JKUTTS JAIBYMHKY TOCIITaNi30BaHO B CTaHi
cepennboi TsDKKOCTI. 3a pesyabratamu oOcTe-
xenns 3amepedeno TORCH-iadexmii, Busna-
4yeHo amiazito tumyca (3a pesyabtatamu Y 3/1),
BCTQHOBJICHO BaJly Ceplis, gKa Ha TOl MOMEHT He
notpebyBasia XipyprivHoro BTpydYaHHs (Ha €XO-
kapaorpadii: nedekT MiKIIJIYHOYKOBOI TEPero-
pOAKH, MUPOKE OBajJbHE BIKHO, AWJIATAllid JiBO-
ro ILJIYHOUYKa, AWJartalis croBOypa i TiJok Je-
reHeBoi aprepii, BUCOKa JiereHeBa TillepTeH3is),
NOKa3HUKK jorieporpadii cyauH rojgosu — y
Me)KaX HOPMM; Ha MarHiTHO-pe30HAHCHill TOMO-
rpadii roJJOBHOTO MO3KY BUSBJIEHO PO3IUPEHHS
MOPOKHUHU TIPO30POi MEPETUHKY i APiOHI BKIIIO-
YeHHs TeMOCHJePUHY CyOTeHTOpiaJbHO 3JIiBa
(ocTaHHi poO3IiHEHO SK HACHIAKU TEepUHATATID-
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HOTO KPOBOBUJUBY). /IUTHHY CIIPSIMOBAHO /10 Me-
JAVKO-TEHETUYHOTIO 1 KapAioXipypriyHoro 1eHTpiB.

Bucnosox yumoeenemuxa: KapioTUIl KiHOYMIL;
FISH-meTomoM  miaTBepiskeHO — MiKpOeJIelio
22q11.2.

Koncynomauis xapoioxipypea: pexoMeHmoOBaHa
XipypriuHa KOpeKlisg BPO/KEHOI BaJy cepusd y Bi-
i 3 Mic.

Y Bimi 2 wmic. AUTHUHY JKOBAaHO 3 TIPUBOILY
JBOGIYHOI  OPOHXOITHEBMOHIT i3 3aTSKHUM  Iie-
pebiroM; HaApOCTaHHSIM O3HAK CEPIEBOi HEIOCTAT-
HocTi. Y Bimi 5,5 Mic. AiBYMHKY TIPOOIEPOBAHO
3 IPUBOLY BPOKEHOI Bajau Cepusd i3 3a10BiJb-
HUM pesysabraToM. OcTaTOYHMI /iarHo3 IeHTPY
Kapaioxipyprii «MHoXuUHHI 1edeKTr MiKILITyHOY-
KOBOI IT1eperopoziku (IepuMeMOpaHo3HUil 1edeKT
(@ 10 mM) i MiHIMATBPHUI amiKaJbHUH M’ S30BUA

CLINICAL CASE

nedext (@ 2 mm). Bropuanuii gedekT Mixkiepes-
cepaHOi Ieperopoaku. Bucoka apTrepianbHa rimep-
tensis. CeprieBa HemoctatHicTh [TA ct.».
QDizuunuii pozeumox. Jlo XipypriuHoro Jiky-
BaHHs Baju cepiisd (y O Mic.) AMTHHA Majia Macy
tiza 4600 1 (<3%) i 3pict 60 cm (<10%), omine-
HO METOJIOM TIeHTUJIbHUX cTanmaaptis. [licas ome-
PaTUBHOrO JIiKyBaHHS TeMIIU (Pi3UYHOrO PO3BUT-
Ky 3HAYHO MPUIIBUIIIUINCS, ajle BiJ[CTaBaHHS
sbepiranocs 10 5 pokis: B 1 pik — 7,8 kr (<3%),
72,5 cm (<25%); y 3 poku — 12,2 xr (<10%),
91 em (<25%), y 5 pokiB — 17 kr (25-50% -
cepenni 3HaueHHs1), 106 cm (25-50% — cepen-
Hi 3HaYeHHA). 3HaYeHHsI aHTPOIIOMETPUYHUX I10-
Ka3HUKiB OaThbKiB JUTHHHU — Y MeKaX CepeHiX.
Cmamomomopnuii  po3eumox OumuHu: TOJOBY
moyajia TPUMAaTh y BEPTUKATBHOMY TIOJIOKECHHI 3

Tabnuuys
OCHOBHi NOKa3HUKW IMYHOJIOTiYHOIrO 0OCTEXEHHA B AUHaMILLi
Ounmst Bix Pedepentne
Iloxa3zuuk . 3HayeHHs 3HAYEHHS 10
BHMIipPIOBaHHS JAUTHHHA .
BiKYy
IgA, cupoBartka KpoBi r/n 7 Mic. 0,24 <083
’ 5 poKiB 1,13 0,27-1,95
IgM, cupoBatka KpoBi /1 Z g[cl)iiB (1):;?6, (2)1’; 41_’42‘;51
7 Mmic. 5,19 7,0-16,0
. 1 pix 5,74 7,0-16,0
IgG, cupoBatka KpoBi r/n 2 pox 6.4 453916
5 pokiB 9,9 5,04-14,64
IgE 3aranpHuii, CHpOBaTKa KPOBI MO/mn Z ;)/Icl)iiB 0’3335 <<1 ; (’)0
bazoei cyononynauii
7 mic. 54,1 50-77
T-nimporuru (CD3+) % 1 pix 45,7 47-77
5 pokiB 36,8 59-78
%9 2 poxi 24,2 31-49
T-xenmepu (CD3+CD4+) . 102 n : (2”16,’13 13’(2);3"56
x10%/n 5 poKiB 0,47 0,7-2.8
% ) 9.8 16-38
T-IUTOTOKCHYHI TIMPOLIUTH x10”/n poxH 0,28 0,8-2,0
(CD3+ CD8&+) % 5 . 10,6 21-35
x10%/1 porip 0,24 0,5-1,8
CriBB1HOIIEHHS 2 poku 2,47 1,0-2,5
CD3+CD4+/CD3+CD8+ B 3 poku 2,55 1,0-2,5
% 7 Mmic. 30,7 13-35
B-nim¢pouutu (CD19+) % 5 . 29,0 1628
x10%/1 porip 0,650 0,5-1,1
% 7 Mmic. 12,2 2-13
NK-kmitaan (CD3-CD16/CD56+) % 5 . 29,0 16-28
x10%1 poxiB 0,650 0,5-1,1
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Puc. [lis4nHka []. i3 piarHozom «CuHaopom geneuji 22q11.2»:
a) auTuHi —1 pik, acumeTpis 06anyys; 6) AnTuHI — 5 pokis, acume-
Tpis 0644, ManeHbKi BYLLUHI pakOBMHW, pO3TaLlLoBaHi HU3bKO Ha
pi3HOMY piBHi i NO-pi3HOMY BiACTOBOYpPYEHI; B) NliBa ByLLUHA pPako-
BWHA MasieHbKNX PO3MipiB, AedOopMOBaHa, Po3TalloBaHa HU3bKO,
3HAYHO BiACTOBOYpPYEHA; MIKPOrHATIs HUXHBOI LLEenenu; r) npasa
BYLLHA PaKOBMHA 30BCIM iHLLIOT pOPMU, HiXX NiBa; TAKOX PO3TaLLO-
BaHa HM3bKO i pPOTOBaHa Hasap, KopoTkuin dinkTp; 4) Aedopmauis
pocTy 3y6iB

4 wic., cumiti i moB3atu — i3 8 Mic., XonuTH ca-
MOCTiliHO — 3 1 POKy, KaTaTWcsi HA caMmoOKaTi — 3
4 pOKiB.

Moenennesuii pozsumox: nodana <arykaTu< 3
2 wmic., seneratn — 3 8 Mmic., 10 POKY BUMOBJISI-
Jla 2 cJioBa, TMOTIM HiYOTO YiTKO He TOBOPWJIA JIO
2 POKiB, KOPOTEHDbKI PeYeHHS TMOYaja BUMOBJIISTH
micsst 3 pokiB (3 yacy BiJ[BifLyBaHHS JIOTOTIEMYHO-
rO JIUTSIYOTO CA/I0YKa).

[Tics BcranoBienns aiarnosy aesertii 22q11.2.
JMTUHY CHOCTEPIra€ eHOOKPUHOI02, OCKIIbKUA /ISt
1IbOTO CUHPOMY XapaKTepHUl CcTaH rinorapa-
TUPEO3y Ta PIAKO BiJI3HAYAIOTHCA TaKi CTaHU, AK
rimotupeos i rinogizapunit Hawi3m [6,10,12]. TIpo-
BeleHO JrabopaTopHi 00cTeKeHHsT (BEHO3HA KPOB)
piBHIB iOHI30BaHOTO Ta 3araJBHOTO KaJbIliio, (oc-
dopy, maparropmony (IITT), tupeorponiny (TTT),

140

TupokcuHy BimbHOrOo (T4 BisbHUIT). Pesysbra-
TW: piBHI KaJsbllifo (3araJibHOTO Ta iOHI30BaHO-
ro) i docdopy saBxau Oyau B Mexax pedepeHt-
HUX 3HAY€Hb, V CEPEAHbOMY CTAHOBWJIM BiIIOBi/I-
HO 2,35 mmoub/a, 1,3 Mmousb/i, 1,85 MMomb/TT; a
piBni IITT 3aBxkan Oy 3HVKEHUME i KOJTMBAJIN-
cs1 B Mexkax 7,4—15,0 nir/mu (3a pedepeHTHUX 3HaA-
gyerb 18,5-88,0 tir/mi). Cymom y aurunu He Gy-
J10. Merou Bisyasizanii aparuTonoaiOHuX 3a/103
(Y3/1, ciuarurpadis) He npoBesieno. Ilokazamku
dynkiii mumrononiéHoi 3amosu (TTT, T4 BinbHMIN)
3aBkau Oy B Mexkax pedepeHTHUX 3HAYeHb. 3a
pesysbTaTamu Y 3/ murornogiGHO 3a71031 He BH-
SIBJIEHO CTPYKTYPHUX 3MiH. OOCTEXKEHHs] cOMaTO-
TponHoi (yHKIIiI Tinodisa He MpoBeIeHO 3a BiJCYT-
HOCTi moTpebu (110 5 POKIB 3picT AUTUHK TOCATHYB
cepeHiX 3HAYEHb).

JliBYUMHKA 3HAXOIAUTHCS HA OONIKY 6 IMYHONO-
za. Y 3arabHOMY aHaji3i KpoBi KijibKicTh JiMbo-
IUATIB y TIepio/; Mixk (iziosoriyHnMu TIepexpecTa-
MU JIEHKOIMTIB 3aBX/IM OyJia HUKUYOI 32 HOPMY
(32-37%) 3a HOpPMAJIbHOI KiJIBKOCTI JIEHKOIIMTIB,
oTKe, abCOJIOTHI 3HaueHHS JHMQOIUTIB TaKOK
Gysii Husbkumu. IlocTifiHo peecTpyBasiucsi Bu-
coki snauenHs1 MmoHoiuTiB (11-25%). Komriekc-
Hi iIMYHOJIOTiYHi TOCJIiJI>KEHHS IPOBOIUJINCH Y Billi
7 mic., a gami — mopivao 3 1 poky 10 5 pokiB (y
TepIni /IHi JKOBTHSI), Pe3yJbTaTH HABE/EHO B Ta-
Guiti. Y TAIlieHTKU BUSIBJIEHO MOMIPHUI CTYTTiHB
iMyHO/IEDITIUTY 3 TTepeBaKHUM TTOPYIIEHHSM KiJlb-
kocti T-mimdonutis. Ile — Tumosi iMmyHosMOTIYHI
3MiHM Tpu il marosorii. PiBHI iMyHOr/IOGYTiHIB
IgA i IgM 3zaBxau Gy B MeKax pedepeHTHHX
3HaYeHb M0 BiKy mauTwHH, OkpiM IgG, KimbKicTb
SIKOTO 710 2 pokiB Oysa Tpoxu Hizk4oo. Ha reit
yac iMyHOeMIIUT KIIIHIYHO TMPOSBIASIETHCS YaCTU-
MU PectipaTopHUMU BipyCHUMU iH(EKIiIMU.

Baxyunayis. Y 1onoroBomy OyAUHKY AUTUHY
BaKI[MHYBAJIU TIPOTH TYOEPKYIbo3y i remaruty B
(Ha Toit wac pniarHo3 He BcraHoBsieHuit). [licas
BU3HAYEHHs TeHETUYHOI aHoMaJii Ta Xipypriuxoi
KopekIii Bagu ceptis (3 8 Mic.) AMTUHY BaKIUHY-
I0Th 3a IHAMBIAYaJbHUM KaJeHIapeM, OiIbIIicTh
IeIVIeHb /0 BiKy TIPOBENEHi, OKpIM BaKIIMHA-
mii mpotu Kopy, maporuty i kpacHyxu. Illopiu-
HO TIPOBOJIATDH IEIJIEHHSI IPOTH TPUIly, HA 2-My
POIIi JKUATTSI BaKIMHOBaHa IPOTU ITHEBMOKOKOBOI
indexii. Peakiii i yckyajiHeHb ITic/sl TIETIEHDb
HE BU3HAYCHO.

Cimetinuil anamue3. Y mMaTepi MamieHTKU BCTa-
HoBJIeHO miarHo3u «CkoJioss, «Miomisy; cepen
O6IM3BKKUX POAMYIB [0 MAaTEPUHCHKIN JIiHii BcTa-
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HOBJIeHO miarHo3u <«Pak martkm», «Mioma Mart-
ku», «Kicra seunukay, «Oxupinssy», «Ilykposuii
miaber Tuiy 2», «BponxianibHa actMas. Y pigHoi
cecTpu MaTepi, sika B 1001, HeMae JiTel; y ABo-
IOPiIHOT cecTpW AUTHHA TIOMepJsa y Billi 6 pokiB
i3 miarnozoMm <«Bpomkena rigponedarnis». baTh-
KO JINTHHU 30POBUiL. Y miaycst no Jinii 6arbka
BCTAaHOBJIEHO giarHO3 «biunuii amioTpodiunuii
ckjepo3d». HagaBHicTb IcHMXiYHMX 3aXBOPIOBAHb
3a1epeyuyoTh.

Ha momenm obcmexcenns (5 pokiB 9 wmic.)
0aTbKM CKapyKaTbCs Ha 4YacTi pecripaTtopHi 3a-
xBoproBanHs qutuHU (8—10 pasiB Ha pik), nmpote
JIETKOTO i CepeIHbOro CTYIEeHs TSKKOCTi (He Io-
TpeGyIoTh rociiTaizaiii), a TakoX Ha AU3apTPilo
i 3aTPUMKY MOBJIEHHEBOTO PO3BUTKY (0COOJMBO
CKJIQJTHO BUMOBJISITU 3BYKH <«II», <T»).

[Tix yac orssimy MpuBepHYyJia yBary acuMeTpis
obmmuust (D>S), BkopouyeHuit GijbTp, aHTUMOH-
TOJIOITHUI PO3Pi3 oueil, MaJIeHbKi 32 po3MipaMH i
nedopMoBani ByITHi pakoBWHH, SIKi 37iBa i cripa-
Ba pO3TalllOBaHi HU3bKO, ajle Ha Pi3HOMY piBHI Ta
[I0-Pi3HOMY Bi/ACTAIOTh Bij Yepemna, IOMipHE IIO-
py1eHHst pocty 3y6iB (puc.).

Koncynomauis JIOP: By3bKicTb HOCOBUX XOJIiB.

Koncynvmauis oxynicma: natonorii He BUSAB-
JIEHO.

Koncynvmauis ncuxonoeza: maiieHTKa Opi€eHTO-
BaHa BCceGIYHO BipHO, 30pOBUIT i BepOabHMIT KOH-
TaKT MATPUMYE. 3a JJAHUMU TATONCUXOJIOTIYHOTO
JIOCJIi/PKEHHST HEPBOBOI CUCTEMU BUSBJICHO O3HAKU
MOPYIIIeHHST TCUXIYHUX TIpolleciB. MuciaeHHs 1mo-
CJIIOBHE, NIEII0 CIIOBIJIbHEHE, KOHIICHTpAllid yBa-
I', TEMIl MPOCTUX CEHCOPHO-MOTOPHUX PEeaKIliii,
aKTHUBHICTb, CTIWKiCTh He 3HWKEHI, 30CcepeiKeHa.
[Ipomec mam’siti 06pe possuHeni. CrpuiiMaH-
Hs1 — cepeiHiil piBeHb po3BuTKy (7 GajiB 3a MeTO-
nom miarnoctuku Hemoma P.C.). /luzaptpis mMoB-
JICHHSL.

OGroeopeHHs

HaBeneno kiiHiyHe crioctepeskeHHs, M0 Jie-
MOHCTPYE KJIACUYHUU (PEHOTUTT CUHAPOMY Jie-
gertii 22q11.2, 3okpema, 1oro BapiaHT — CHHAPOM
i [Ixxopmxi, BKITOUaE TPUPOJIKEHY Baly CepIid,
amnsasifo TMMyca 3 TepPBUHHUM iMyHO[edIiITnTOM
JIETKOTO CTyTeHd, TilonapaTupeo3, MHOKWUHHI
[IPOSIBU JIMIIEBOI AN3TeHesii, An3apTpilo, 3aTPUMKY
PO3BUTKY MOBJIEHHS, KOTHITUBHUI AebiluT Jer-
KOro cryneHs. 3aTpuMka (isudHOTO PO3BUTKY,
gKa cIrocTepirauacs 10 4 PokKiB, Oy/ia coMaTOreH-
HOTO TeHe3y (HelOoCTaTHE XapuyBaHHS, TilIOKCHY-
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HO-illIeMiYHe YpPasKeHHSA 1EeHTPaJbHOI HEPBOBOI
CUCTEMM B MEPUHATAIBLHOMY MEPiofi i Tirnokcemis
BHACJIJIOK CEPLEBOI HEAOCTATHOCTI Ha TJi BPO-
JUKEHOI Basd cepiid); 4YacTi BipycHi pecripaTop-
Hi 3aXBOPIOBAaHHS, AKi IIOPIYHO PEECTPYIOTHCA B
OJIHAKOBIl KiJIBKOCTi, ajle MalOTh JIETKMii 1epeoir,
He TOopyHIyioTh (isndHoro posButky. OcobiuBo-
CTAMHU BUIAQJKY MOXKHA BBa)KaTH BUPaXEHy acuh-
MeTpifo 00/InaYsl, stka 9iTKO (hiKCYETHCST TTOCTIITHO,
a He TIbKU TIpH mocMiniii abo Tiavy, sik TMOBi-
JIOMJISJIA IHIII aBTOPM; BiACYTHICTD TrinOKabLieMii
Ha TJIi 3HUKEHUX PiBHIB 11apATTOPMOHY, BUPAKEHY
IU3APTPIIO 32 BIJICYTHOCTI TSAKKUX IIPOABIB BEJIO-
(hapunreasbHOT HETOCTATHOCTI.

MOoOHITOPUHT 32 CTaHOM JUTWHU BeAyTb 3a
MYJAbTUMCIUTIIIIHADHUM TiaxomoM. Bin mepen-
6ayae criocTepesKeHHs crelfiajicraMy PisHUX Ha-
NpAMiB: 1efiaTpa, KapAioxipypra i KapaiopeBma-
TOJIOTA, OTOJIAPUHTOJIOTA 1 IIEeJIEeNTHO-JINAIEBOTO
Xipypra, €HJZOKPHHOJIOra, KJIHIYHOTO TIE€HETUKA,
HEBPOJIOTa, TICUXOJIOT, IYJIbMOHOJIOTA, JOTOTea,
iMmyHosnora. OckiJbKM 32 JaHUMW JITEPaTypu B
naiienTiB i3 cungpomoM xenenii 22ql1.2 € Bu-
COKUU PU3UK PO3BUTKY ayTOIMYHHOI MaTOJOTii
(HaityacTinie FOBEHITBHOTO ifliOMATUYHOTO ap-
TPUTY, IMyHHOI TPOMOOIUTOIEH]], TeMOTITHIHOT
aHeMii, ayTOIMyHHOrO THUPEOIUTY TOIO), OHKO-
Jioriunoi matosorii  (smiMmdomu, TocTpoi Jgimdo-
6J1acHOI JiefiKeMil, COJIHNX TTyXJIMH), 10 BUHU-
kae BHacaifiok auchyHkiii T-kaiTUHHOT JTaHKT
iMyHiTeTy, 1€ CJiJi BpaXOByBaTU B IIOJAJIbIIOMY
criocTepeskenHi 3a martienTom. OKpiMm TorO, Haro-
JIOIIYETHCSA HA BUCOKOMY PU3UKY 3aXBOPIOBAHHSA
Ha musodpenio [3,6,10,12].

Ha neit yac qutrHa NPOXOAUTH Cleliali3oBa-
HEe HaBYaHHA B JIOTOIle/la, MaTU BiMivya€ ycCrixu
3a ocTaHHIl pik. BakuuHaiio npoBoasaTh 6e3 BU-
KOpUCTaHHA XKMBUX BakiuH. [IpoTe B cywyacHux
yMOBax 0co0aM i3 HETSKKUMU (POpMaMu CHHIPO-
my /i JI>kop/pki 3a BiATIOBiAHWUX 3HAYEHDb MTEBHUX
iMmyHosnorivaux mokaszuunkiB (CD3+ T-mimdornn-
tamu >0,5 I'/n, CD8+ T simdboruramu >0,2 IT'/n
i HOpMaJIbHOIO TIPOJTi(hepaTUBHOIO peaKIlie€lno Ha
MiTOT€HM ), PEKOMEHIYIOTh IIPOBOJUTHU HIETITICHHS
IIPOTU KOPY, KPacCHYXH, eIiIeMiYHOrO HapOTUTY
Ta BiTpsgHoi Bictm [11].

Barbku auTuHu 06i3HaHi 11040 HEOOXiAHOCTI
KOHCYJIbTAllii reHeTuKa B pasi IIaHyBaHHA Ha-
CTYNHUX BariTHOCTE. SIKIO onuH i3 GaTbKiB Mae
cunzpom geqertii 22q11.2, To ciM'i nponoHyoOTh
IIPOBECTU E€KCTPAKOPIIOPAIbHE 3allliHeHHd, |
nepej iMILIaHTaIi€l0 eMOpioHa #OTO AOCIIIKY-
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I0Th Ha HasgBHicTh genemnii 22q11.2. dkuo 6arb-
KM He MaroThb maroJiorii 22-i XpoMocoMH, TO 3a
HACTYITHOI BariTHOCTI IIPOIIOHYIOTh IIPOBECTU N10-
crifzkenns BopcuHu xopioHa (10-13-it TwxmeHb
recraifii) abo amuionenre3 (3 15-ro THWXKHS re-
cTalii) /1711 TPOBeIEHHST XPOMOCOMHOTO MiKpoMa-
tpuyroro abo FISH-anamnizy [1,10].

A 4n KaJIKy€e MaMma, 1[0 TeHEeTUYHY aHOMaJiio
He BUSIBWJIM HA PaHHiX TepMiHax BariTHocTi? Mu
[bOrO0 B MaMU He 3allUTyBaJM, OJIHAK BOHA cama
3a3Haumna: «Hi, He kankyio, He ysBJISIIO CBOTO
KUTTA Oe3 i€l muTuHu». 3BicHO, MMPOSABU CUH-
apomy neserii 22q11.2 y npomy Bumnaaky Oysin
B MEXaxX CepelHboi TAKKOCTI: XipypriuHa KOpek-
1is Bagy cepiis OyJia yCIilHoW0, He 6YJI0 TSIKKO-
ro KOMOIHOBAHOTO iMyHOAEMIIUTY | TSUKKUX Ha-
CJIZIKIiB Ha TPOBEAECHY BAKIIMHAIIIO 10 BCTAaHOB-
JIEHHsI [[iaTHO3y TE€HeTHYHOi aHoMaJii, He OyJIo
TSKKOTO TillolapaTtupeosy i3 cyszoMamu, He CIIO-
CTepiraeTbCcsl 3HAYHOTO BiJICTABAHHS IICUXiYHOTO
PO3BUTKY, @ MOBJIEHHS IOJIIIIYETLCS 3 KOKHUM
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