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KJATHIYHU BUTTATTOK
CUHIIPOMY [ IIXKOPIIKI

B IITEM 3 BIVIHI

JL.IO. Xnynoeceka', M.M. Macasanuko?’

Buimuit nepxaBHUN HaBUAJIbHUI 3aKial
Ykpainu «byKOBUHCHKUH JepKABHUM MEIHUUHUN
yHiBepcHuTeT» !,

KHIT «Micbka quTsa4a moyikiinika»?
(M. YepniBui, Ykpaina)

Pe3zrwome. V cmammi nasedeno xniniunuii 6unadox 06ox oiguam 3 06itini 3 cunopomom Jli Jocopooci. Cundpom
i [[ocoposci KAiHiuHO acoyitoemuves K nep8unnull imynodepiyum iz oedpexmom T-xaimunnol ranku imynimemy
ma NposAGRAECMbCsA NOCOHAHHAM BPOOJNCEHUX 6a0 cepys, 2ino- uu aniasii mumycy, napawumonooiOHux 3anos,
Manv@opmayiu auyegoi uacmunu uepend, 3amMpuMKoio @QI3UYHO2O PO3ZGUMKY, KOSHIMUGHUMU A NCUXTUHUMU
posnadamu. Ipuuunnum gaxmopom cunopomy i Howcopooci € deneyia yeumpaivHoi OiNAHKYU 00682020 nieua 22
xpomocomu. Monexynsiprno-eenemuunum memooom (FISH-memooom) Odocnioxcenns Mmoxciugo eepugpikyeamu
cyomikpockoniuny deneyiro 22ql1.2. Cunopom /i [ocopdaci xapakmepusyemvbcsa noAiMOp@OHICMIO KAIHIYHUX 03HAK
ma cmynemnem iXxHb020 NpPosAE).

Onucanuii 6Uunadok O0eMOHCMPYE BCMAHOBIEHHA NONEPeOHb020 0iacHo3y cunopomy i [ocoposxci y axkocmi
diaenocmuyunoi 3HaXiOKu (aniazis mumycy) nio uyac kopekyii 8poldacenoi eadu cepys (MPAHCNO3UYIs 6EAUKUX
apmepiii 3 0eheKmom MIHCULILYHKOBOT nepemunku, 000amKouti M’ a308ull 0edhekm MINCULIYHKOBOI nepemuHKu,
8IOKpUmMe 08ANbHE GIKHO, GIOKpuUma apmepiaibHa npomoka) y opyeoi oieuunxku 3 08itini na 6a3zi YV «Haykoso-
NPAKMUYHUL MeOUUHUN yenmp oumsauoi xapoionoeii ma xapoioxipypeiin, m. Kuis. V 36°a3xy 3 écmaHosnieHowo
aniasziein mumyca 6 0py2oi 0iguunKU, nepuia OUmMuHa 3 O8iliHi Oyia ckepo8ana Ha 000OCmeNcenHs, OCKIIbKY cmaH iT
nicis HapoodceHHs 0Y6 3a008IIbHUM | 80HA He Nompedysana MeduuHo2o cnocmepedcenns. Qboe dimetl npoxoounu
obcmedicenns y meouxo-eenemuunomy yeuwmpi Hayionanvnoi oumsuoi cneyianizosanoi nikapui « OXMATIUT», m.
Kuis. 3a donomozorw FISH-memody 6yio niomeeposicero oiaznos cunopomy i [ocopooci 6 pe3yibmami Us61eHHs
Mikpodeneyii kpumuunoeo aokycy (22ql11.2) 22 xpomocomu 6 o6ox dimeti 3 0silini. Bpaxosyiouu naseni munogi
KAIHIUHI 03HaKU (8podicena 6ada cepys, aniasis mumyca, iuyesuti Oumop@ism) ma pesyivmamu 1a00pamopHo-
IHCMpYMEeHManbHux memooie obcmedcenns (imynoepama, exokapoioepagis, kapiomunysanhs, FISH-memod),
JiKapem 2eHemuKom 6UCmagiero 3aKIouHull diaznos: cunopom Ji Jocoporci.

Bucnosxku. Bpaxogyiouu nonimop@ism KIIHIYHUX O3HAK 3AX80PIOBAHHS, HE0OXIOHO sAKoMo2d dacmiuie
suceimaosamu eunaoku curopomy Hi [oicopodci 6 Oicepenax nimepamypu 3 Memorn nowupeHHsa ingpopmayii ma
nioGUWeHHS HACMOPONCEHOCMI NIKAPI6 PIZHUX cheyiaibHocmel wooo UMogipHo2o diacno3y. Panus diacnocmuxa
cunopomy Ji Jorcopoaxci 0ae MONCIUBICMb CBOEUACHO20 NPUSHAYEHHA NIKY8aHHA. [IpoeHo3 acumms 01 060x dimet
3anexncums 6i0 MONCAUBOL NIOMPUMKU HOPMALbHOT IMYHHOT 8i0n08idi opeawnizmy, Kpim moeo, 0as makux dimetl
HeO0OXIOHO pO3pobAAmMU NePCOHANI308AHI CXeMU 8AKYUHAYIT, iaeHOCMUKU ma NIKY8aHHs. VY nodairouiomy nompioro

cmeopumu CRPUSMAUGE YMOBU OJisl NCUXO-COYianbHol adanmayii dimeil.

Knmwuoesi cnoea: oimu; cunopom [i docopdaci; xpomocoma; épodcenuti imynooegdiyum.

BcTyn

Cunapom i [xopmxki - ne rpyna (eHOTHIOBO
MOJiOHMX 3aXBOPIOBAHb, CIIJIBHOIO XapaKTEPUCTHUKOIO
SKUX € Mikpogenenis xpomocomu 22q11.2. Cunapom i
JIKOpIKi yCITaIKOBY€ETHCS 1O ayTOCOMHO-IOMIHAHTHOMY
tunmy. binpmictes mamientiB 3 22qll.2  nmememiero
MaloTh 3/10pOBUX 0aThbKiB, a 3MiHU B iX 22 XpomocoMmi
€ «HOBOIO MyTamlico». lle ocoOmuBO BaxkIMBO NpH
MEIMKO-TeHETHYHOMY KOHCYJIbTYBAaHHI POJUH, OCKIJIBKH
HMOBIPHICTP pPEIUAWBY MpU MaiOyTHIH BariTHOCTI
nocuth HU3bKa. [Ipnbmu3no B 10 % BunmankiB y 0aTbKiB
narienTiB 3 cuagpomom Jli JKopmxki BUSBISIOTH Baau
cepus ta 22q11.2 genemiro [1].

Buepme, y 1981 p. nikap ne na [llanens 3 @panmii,
a B 1982 p. npodecopn Piwapn Kenni pasom 3 Eneiin
3akkait Ta besepni Emanyens B auTsA4iid sikapHi 3
Qinagensdii (Crmomyueni lltatn AMepukn) BHUSBWIH,
1o y mamieHTiB i3 cuaapomom i Jxop ki BinOyBaeThes
nepebynoBa 22 XpoMOCOMH, a caMme, iif HE BHCTadae

MaJoro MMaTKa XpOMOCOMHOI'O Marepianry Ha JOBTOMY
minedi (qll.2). ¥V Bcix mamieHTiB BUSABISIIM MOAiOHI
KIIHIYHI O3HAKHW: BPOKEHa Bajga cepis (mepepBaHa
Jyra aopTH, CHIIBHUN apTepiajdbHUl CTOBOYp, AedeKT
MDKIITYHKOBOT mepeTuHku, Terpaga Pamio Ta iH.),
3HMJKEHHS PIBHS Kalblilo B KPOBI, YacTi iH(peKumiiHi
3aXBOPIOBAHHS, a 1HONI — PO3MICIICHHS MiTHCOIHHS.
Hutsaunit  mikap-eHpokpuHonor 3 Dimagensdii
Anmxeno Jli Jxopai Bmepme 00’€qHAaB CYKyIHICTH
TUNOBHUX KIIHIYHUX O3HAK B €IMHHUU Il1arHo3, SKHH
OTpPUMaB Ha3By 3a Mpi3BUIIeM aBTOopa — cuHApoMm /Jli
Jlxopmki. Uepe3 kinbka poKiB Oyno BUSBIEHO, IO
nume y 25 % manientiB 3 cuaapomom i Ixopmxki
BIA€THCSA MiaTHOCTYBATH JENEIif0 B 22 XpOMOCOMI,
pemra (75 %) He mamm Takoi myTtamii. ¥ 1991 p.
aikap Jle6opa Jlpickonn BusiBUIA CyOMIKpOCKOTIYHY
npenenio xpomocomu 22ql1.2 y OibIIOCTI MAIi€HTIB
3 cunapomoM /Jli JKopioki, IO MPOCTO HE MOTIO HE
OyTH JiarHOCTOBAHO 3a JIONOMOIOI0 3BHYAWHOIO
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Mikpockorna. Bona Bukopucraia MeTox GpayopeciueHTHOT
riopuamuzanii — FISH-merox (fluorescence in situ
hybridization), SKkuii T03BONHB OLIHUTH BTPaTy
CIIaJIKOBOTO MaTepiayly Ha JOBTOMY ILIedi 22 XpOMOCOMH
[2, 3].

Cunpgpom i xopmxi (DGS; lupp MKX-X-D82.1)
KJIIHIYHO aCOLIIOETHCA SIK NMEPBUHHHH IMyHOmEeQinuT
i3 pedexrom T-xxmiTuHHOT JaHKM IMYHITETY Ta
MPOSBISIETHCSA TOETHAHHSAM BpPOJKEHHUX BaJ Ccepld,
rimo- 9u ammasii THMycCy, HapamuTONONIOHUX 327103 3
4acTHM BHUSABJICHHAM Malb(opMaliil JUIeBOI YaCTHHH
yepena (qu3MOpQiuHi 3MiHU OO0NHMYYS: TiEPTEIOPU3M,
KOPOTKa BiCh IIOBIK, €HiKaHTYC, IIUPOKUH KOPOTKHH
HiC 3 BHBEPHYTOIO HOCOBOIO IJIACTHHKOIO, KOPOTKHH
MiTHOCOBHH  XOMOOOK, CclIabKo O3HAa4eHHH pOT,
MIKpOpEeTpOTHATIsl, HHU3BKO PO3MIMmEHI Au3MOpQidHi
ByXa, «BOBYA IMaIlay), 3aTPUMKOI0 ()I3HIHOTO PO3BUTKY,
KOTHITUBHUMH Ta MCUXIYHUMHU po3nanamu [4, 5].

[Mpuunaaum  daxropom cunapomy i Jxopmxi
€ JeJelis LEeHTPalbHOI MIISHKM JOBroro Ieda 22
xpomocomu Bing 1,5 mo 3 merabas, mo BigOyBaeThcs
Ha 6-My TIDKHI BHYTPIIIHHOYTPOOHOTO PO3BHTKY Ta
NPHU3BOAUTH JO MOPYIIEHHsI eMOpioreHe3y TPeThoTo i
YETBEPTOTO IIIOTKOBUX MIMIKiB. Y 85 % nenenis BUHUKAE
de novo CriOHTaHHO, TPOTE HMOBIPHICTH yCTaAKyBaHHS
curnpomy ctaHoBUTh 50 %. Jlo YWUHHHKIB PH3UKY
BiTHOCSTH: I[yKPOBUIi 1iabeT B MaTepi, BILIHB aJIKOTOJIO
Ta BHYTPIIIHBOyTpoOHE iH(piIKyBaHHSA, O0COOIHUBO ¥y
nepmomy TpuMmecTpi BariTHocTi. Curapom Jli JIxopki
XapaKTepU3yEThCs MONIMOP(HICTIO KIIHIYHUX O3HAK
Ta cTyneHeM iXHboro nposiBy. OKpiM Kiacu4HOi Tpiaau
CUMIITOMIB (BpO)KE€HA BajJa cepist, rinomniasis Tumyca i
MapamuToNnoNiOHUX 3aJ103) MOXKIIMBA 3aTPUMKaA TCHXO-
MOTOpPHOTO po3BUTKY (38 % BumanakiB), maronoris
cegocrtareBoi cuctemu (36 %), HerpumaHHa cedi (32
%), BoBua mama (9 %). JleranpHicTh Ha l-my pomi
KUTTS CTAHOBUTH pubdbnusuo 4 % [1, 3-5].

MosekynsspHO-TEHeTHYHI ~ METOAM  JOCIHIiJUKeHHS
JO3BOJITIOTE BepU(]iKyBaTH CHAIKOBI CHHAPOMH Ha
resHoMy piBHi. CyOMmikpockomiuna penemis 22qll
BinmOyBaeThcs B iHTepBaki BiaA 1,5 mo 3 MO B minsHIi
ql1.2 xpomocomu 22, ne KOAyeTbCcs MOHAA 35 TeHIB.
OCHOBHUM MEXaHI3MOM BWHUKHCHHS MIiKpoaenelii
22qll.2 € HeamenbHa TOMOJOTiYHA peKOMOIHAIiS.
Ob6macty 22qll.2 € oxHiero 3 HaWOITBII CKIATHO
OpraHi30BaHUX JAUISHOK TEHOMY dYepe3 HasIBHICTDH
nekinpkox Benukux 0mokiB LCR (locus control region),
AKi igeHTHYHI Oinbin HiXk HAa 96%. Lli 6moku (LCR A,
B, C, D), Oynyun HecTabiNbHUM MiCIIEeM B XpPOMOCOMI,
pOOIATE JIOKYC HAWypasiIUBIMIUM s «IIOMUJIKH» B
nporeci meito3y [5].

[TonBO€HHSA BUXIJHOTO OTBOPY MPaBOTO IMIIYyHOYKA,
teTpana Panno, aopTo-JereHeBe BIKHO, 3arajJbHHI
apTepialbHUN CTOBOYp, TPAHCMO3MUIIISA MaricTpalbHHUX
CYAMH, IepepBaHa jayra aopTH, MOABIMHA ayra aopTu,
Ae(eKT MIKIUIYHOYKOBOI NEPETHHKH Ta IpaBoOidHa
nyra aoptu Clark y 1986 pomi kmacudikyBaB sK
«KOHOTPYHKaJdbHI Bagu cepus» [6]. Buenumm 3
Kamepyny, 3a gomomoroto FISH-mertomy, Oymo
noxasaHo, mo y 2 i3 70 mauientis (2,8 %) 3 BposKeHUMHI
BaJaMM cepus JiarHOCTyeTbes jenenis 22ql1.2.
BHacniiok 1pOr0 MNPHUWHATO PINICHHS ITiJBUIIHTH
piBeHb IH(POPMOBAHOCTI JiKapiB MIOJO0 MPOSBIB Ta
CKpHHIHTY cuHApoMy xenenii 22qll.2 y mamieHTiB 3
KOHOTPYHKaJIbHUMHU Majb(opMaiismMu 3 a00 0e3 03HaK
kpaniopanuaapHoro aucMmopdizmy [7].
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OZHUM 3 TUIOBUX KIIHIYHUX NPOsABIB cuHApomy Jli
Jxop/Ki € rimonapaTupeos, o IMPOSBISETHCS TOHIKO-
KIOHIYHUMH CyJOMaMH{ B TEpioJli HOBOHAPOMKECHOCTI.
VY momaimpmIoMy TiMOKalbIlieMis MOXe 0O0yMOBIIOBaTH
3aTPUMKY POCTY 1 PO3BUTKY JUTHHH, MATOJOTIIO
KICTKOBOT CHCTEMH, MHOXUHHUH Kapiec 3y0iB, a TaKOX
CTaTH NMPUYUHOIO BTOPHMHHOT'O CHHAPOMY MOJOBXKEHOI'O
intepasny QT, HDUIYHOYKOBHX apuUTMiil 1 CUHApPOMY
pantoBoi cMepTi [8].

[Tartomoris iMyHHOI CHCTEMH MOXKE BapiloBaTH
Bil HOpMH 10 BigcyTHOCTi T-KITITHHHOT MPOTYKIi.
nomnnasis TUMYCY CIIPUYUHIOE MOPYIIEHHS
auepeHiroBaHHs cCTOBOYpOBUX KIiTHH B T-niMdonuTy.
BincyrricTs T-XenmepiB 3HNKY€E 37aTHICTh CHHTE3yBaTH
AHTHTINA 10 TICBHUX aHTHUTEHIB, IPU IOMY KiIBKICTH
B-mimponuTiB 3amumaeTbcs B MeXaxX HOPMAalbHUX
noka3HuKiB. CeNeKTUBHUN AePimUT IMyHOTIOOYIiHY A
BusBIsAeThC y 10 % mamieHTiB, 0COOIUBO Y THUX, XTO
CTpaX/Jae Ha ayTOIMyHHI 3aXBoproBaHHs [9].

Brponmosx 2012-2015 pokiB B Cnioryuennx Illrarax
Awmepukn Oyno TmpoBeneHO JABa 0araTtoneHTPOBHUX
NpeHaTaIbHUX TOCIIIKEHHS. IuBasuBHUM
IpeHaTalbHUN CKPHUHIHT IUIOJIB JO3BOJIMB BHUBUUTHU
yactory 22q11.2 nenenii, mwo cranosuna 1:347 — 1:992.
3riIHO JIaHMX YJBTPA3BYKOBOI'O CKPUHIHTY BariTHHX
BHABIICHO HasBHICTH genenii 22q11.2 y 1 3 100 mioxis
3 Bpo/KeHHMH Bamamu cepug 1 1 3 1000 3mopoBux
nioniB. BiporimHoi 3amexHOCTI Big pacW dYH CTaTi
niaoAiB He BUsBIeHo [10].

BpaxoBytoun BUPAKEHUIT nosimMophizm
(denoTunOBUX NposiBiB cuuApomy i Jopaxi, 1oninbpHO
NOIIMpPIOBATH iH(pOpMaLito cepex QaxiBUiB sKOMOTa
MHUPHIOr0  CHEeKTpy. HasBHICTE KOHOTPYHKaJIbHHUX
BPOKCHUX BaJl CepIsd, TUIEBUX qucMopdiit, rimomnasii
TEMyca Ta MapaniuTONoAiOHUX 3aJ03, CYIOM, YaCTUX
iHQexuifiHMX  3aXBOpIOBaHb,  3aTPUMKH  ICHXO-
($i3MYHOTO PO3BUTKY MOBHHHI HACTOPOXYBaTH 1 OyTH
MOKa30M J0 MPOBEACHHS IOTINOJIEHOI0 MOJIEKYISIPHO-
TeHETUIHOTO 00CTEKEHHS.

Kainiuamii Bunmagok. J[Boe giByar 3 [ABIHHI
(muxopioHanbHa, JOHAMHIOTHYHA) HAPOIMJIHUCH 25
tpaBus 2019 poky B nmonorosomy Oyaunky NeS m. Kuis
Big II BaritHocti Ha 35 twxkui recramii. ITomoru II,
naTojoriufi. Pogopo3pimeHHs NUIIXOM HEBIAKIAAHOTO
KecapeBoro posTuHy. bararoBoxns. [lomomora marepi
IpU [EepBiKadbHIH HEIOCTAaTHOCTI — aKyIMepChKHH
necapiin  (ma 31 Twmx.). IlepenuacHuit po3pus
HABKOJIOMIIIHUX 000J0HOK. HaBkojomminHi Boam —
npo3opi. Ilig yac BaritHOCTI nipu Y3 CKHHUHIHTOBOMY
KOHTPOJI1 BHYTPIIIHBOYTPOOHO BUSIBIIEHO
TPAaHCHO3HIIII0 BEIUKUX apTepiil, mepuMeMOpaHO3HUH
nepeKT MIDKIIITYHOYKOBOI TEPEeTHHKH, KIHKIHT Ta
03HaKHU 3BYXKEHHS apTepianbHoi nmpoToku I mmomy.

BigomocTti npo I HoBOHapomkeHnoro (miBuunky C.):
JNoBXHHA Tina — 47 cM, 00Bia rpyaHOT KIITKH — 32 cM,
00Big romoBu — 30 cm, Bara mpu HapomxkeHHI — 2380
r, npu Bunucui — 2220 r. diziomoriuHa BTpaTa Macu
BcTaHOBMIAch Ha 6 no0y. CTaH OUTHHH CEpPEeIHBOTO
CTymeHs BaXxKocTi. [I[pu HAapo)KeHH1 OIliHKA 32 MKaJI00
Amnrap: Ha l#t xBunuHi — 6 OaniB, Ha 5i — 7 Oadis,
3aKpuyaia ojJpasy, pecaHiMamiiiHi 3aX0qU B IMOJOTOBIH
3ani He nmpoBoamiuck. Ilepion agantanii npoifmos 6e3
yckimagHeHb. [pyma xpoBi B miBuar AB (IV), RH +.
Ipu ornani gisunaku C. (I) BUABICHO TilepTeNopusM,
BY3bKHH HIC, CTPUIAOP, MaJeHbKi ByXa, MPUPONICHY
MOYKY ByXa, MIKpOTHATil0, KOPOTKY IIWIO, BEIUKY
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Puc. 1. Kapiorun gisauaku M. (IT) 46 XX

MyHIKOBY KHiy. MaTu Hamucana MucbMOBY BiIMOBY Bin
BaKkIWHYBaHHS miTei. Ha 11 meHp micis HapoIKEHHS
JOUTHHI A IPOBEICHO exokapaiorpadiune
00CTeXEeHHs, IiJ 4Yac SKOTO BHSABICHO BIAKPUTE
OBaJIbHE BIKHO Ta BIJCYTHICTH THUMyca B THUIOBOMY
Micmi. 3 ciMeifHOTO aHamMHe3y Bigomo, mo y 0alyci
Mo MaTepWHCHKiM miHii Oyma OBiHHS, sKa momepia y
paHHBOMY JMTHHCTBI BiJf HEBCTAHOBJICHOI MPUUNHU.

HiBunnka M. (Il 3 nBiiiHi): Bara npu HapoJKEHHI —
2360 r, noBxuHa tina — 47 cm. [Ipu orsiai giBuuHKH M.
(IT) BusiBIEHO rimepTeIopu3M, BY3bKHH Hic, CTPUIOP,
pO3ILICIUICHHS! TBEPAOTO MigHEOIHHS, MaJleHbKi ByXa,
MPUPOLIEHY MOUYKY ByXa, MiKpOTHATiI0, KOPOTKY ILIHIO,
MTyIKOBY KHUIY.

Onpa3y micioss HapoJUKeHHS JUTHHAa EKCTPEHO
Oyna mnepeBejeHa B KapAioXipypriuHe BigaigeHHs
ay «HayxoBo-npakTuuHuii MEJIUYHUIH LEHTP
auTsA4oi  Kapaionmorii Ta Kapamioxipyprii», M. Kwuis
3 npiarHo3oM: TpaHCmO3Wmis BENHKHX apTepid 3
neGexkToM MIKIITYHKOBOI TEPeTHHKH, JOJAaTKOBHI
M’5130BUH 1ePeKT MIXKIITYHKOBOT IIEPETHUHKHN; BIJKPUTE
OBaJIbHE BIKHO; BIJKpHMTa aprepianbHa nporoka. [Ipu
rocmitamiszamii craH OUTHHH CTAOIABHMI, IUXAHHS
camocriitue, catypanist O2 — 70-72 %, mWKipHi TOKPUBH
Ta BUAAMI CIH30BI OOOJOHKHM Omixl 3 IIaHOTHYHHUM
BiATIHKOM, TUXaHHA IMyepHUJIbHE, TOHHU CEPI PUTMIiUHI,
ryuni, YCC=150 yn/xB, nedinka +1 cMm 3-mig pedbepHoi
JYTH.

28.05.2019 poxy nutuHi Oyna mpoBegeHa omepaiis
apTepialbHOTO TEpPEKJIIOYEHHS, 3aKpUTTA Ae(PEeKTy
MIKIITYHKOBOI MMepeTHHKH saTkoto. [licis mpoBeneHHi
CepeIMHHOI  CTEpHOTOMii BHUSABICHO  BIJICYTHICTB
tumyca. [licns omeparnuBHOro BTpydYaHHs IUTHHA Oyna
nepeBejicHa y BUIAIJICHHS peaHiMmalil Ta iHTCHCHBHOL
tepanii. ExcryboBana micins 70 roguH nepeOyBaHHS
Ha MITYyYHIA BeHTHIANIl nerensb. Yepes 9 nid murwnHa
mepeBeIeHa 10 JUTAIOT0 KapAioTOTIiYHOTO BiAAiICHHS.
Exoxapamiorpagiune ob6ctexenas 09.06.2019 poxy:
CKOPOTJIMBICTh HUIYHOUKIB 100pa, ¢pakiis BUKUAY
JiBOro UUTyHOYKa — 65 %, MiHIManbHUN 3BOPOTHIMH
MOTIK Ha AOPTAJBHOMY Ta  TPHUKYCIIJaIbHOMY
KJIallaHaX, BUIBHOI pIMHM B TUIEBpajibHIM, YepeBHIH
Ta mepuKapaianbHiil MOpokHMHAX HeMmae. JutuHa Oyna
BUIIMCAaHA B 3aJ0BITBHOMY CTaHi MiJl CIOCTEpEKEHHS
OUTSAYOr0 Kapaiosora Ta megiarpa 3a  MiclHeMm
HPOXUBAHHS.

del(22){q11.-2)

Puc. 2. Mikponenenis kpuruaaoro jokycy 22ql1.2 (FISH-
METO])

Ha 11 menp micnsa mapomxenuas gutuHi C. (I) Oymo
mpoBeAeHO exokapaiorpadiune oOcTexeHHS (Y 3B SI3KYy
3 HasIBHICTIO BPOJKEHOT BaJgu CepIls B CECTPH), MiJ 4ac
SIKOT'0 BUSIBJICHO BIJIKDUTE OBAJIbHE BIKHO Ta BiJICYyTHICTh
THMYyCa B THIIOBOMY MicCIIi.

3 27.06 mo 02.07.2019 poky nmiBumHKa M.
(II) 3Haxommmack Ha CTaIliOHAPHOMY JIiKyBaHHI
B KapaioreMaToJoTiYHOMY BIAIIIEHH] KMY
«O06nacHa auTsya KiIiHIYHA JiKapHs» M. YepHIBII
3 J1arHO30M: BpOJPKEHa Baja cepls, CTaH MicJis
omepanii aprepiaJbHOTO MNEPEKIIOYEHHS 3 IMPUBOAY
TpaHCMO3WIii MaricTpalbHUX CYAMH 3 JAe(pEeKTOM
MDKIITyHKOBOT mepetuHkH (28.05.2019 p.); HeBenuka
HEJOCTATHICTH KJIalaHiB a0PTH, CepIieBa HEAOCTATHICTD
I ct. HonimedpinutHa aHemis yerkoro crymneus. Cran
KOMIIEHCOBaHUI. Mexi ceplus He pO3IIHPEHi, TOHHU
pUTMiuHI, HerpyOM# CHUCTONIYHMH I[IYM B3JOBX
rpyauau, YCC 144 yn/xB. Bunano 3axmtoueHHs JIKK,
IO OUTHHA Ma€ MEAMYHI MOKa3W, IO JAf0Th IIPAaBO HA
OTPUMAHHS COIIaTbHOI JOMOMOTH IO 1HBaliZHOCTI
srigno Hakazy MO3 VYkpainum Ne 454/471/516 Big
08.11.2001 poxy.

IToBTOpHE exokapaiorpagiune o0cTexxeHHs
obox giBuar mposexeno 15.07.2019 poxy B AY
«HaykoBo-npakTUUHUNH MEIUYHUH LEHTP JAUTAYOL
Kapaionorii Ta kapmioxipyprii», M. KuiB. V niBumHKH

C. (I) 3anumanoch BIAKPUTUM OBaJbHE BiKHO.
PekomeHmoBaHa KOHCYJIbTAllisl T'€HETHKa Ta MOBTOpPHE
exokapaiorpadiune oOcTexeHHs yepe3 pik. Y

nipunaku M. (II) — ckopoTiuBicTh MIITyHOUYKIB 100pa,
(¢pakuis BUKUIY JTiBOTO NUTyHOUKA — 62 %, MiHIMalbHA
perypritamis  Ha  TPUKYCHiZadbHOMY  KJAIaHi.
KoHcynpraTuBHUM BUCHOBOK JiKaps-kapjaiogora
JUTSAYOr0: CTaH Micias omepamii apTepiajibHOTO
NEPEeKJIIOYEeHHS! 3 NPHUBOJY TPAHCMNO3UIii BEIUKHX
aprepiii 3 JgedexToM MIKIUIYHKOBOi TEpEeTHHKH;
pesynprar omepanii 3anoBuIbHHHA. PexomeHgoBaHO
cmoctepexeHHns aiBauaku M. (II) xapamiomorom 3a
MiCIleM MPOKHBAHHS.

03.06.2019 poky, y 3B’sI3Ky 3 HasBHICTIO B JUTHUHU
M. (II) BpomxeHol Baau cepus Ta iHTpPaolepaTHBHO
BUSBICHOIO  BIJICYyTHICTIO  BMJOYKOBOI  3ajo3H,
npoBeneHO 3abip JiMpomuTiB mepudepiifHoi KpoBi
Ha  KapioTumyBaHHS B  nabopartopii  MemmuHOI
TeHEeTHKH  CIEHiali30BaHOTO0  MEIUKO-T€HETHYHOTO
uentpy HamionanbHoi  auTsA4oi  croemiaji3oBaHOl
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del(22)(q11.2)

‘..~
“

22q13.3

Puc. 2. Mikpoaenenis kputuaaoro nokycy 22q11.2 (FISH-
METO])

3MIMCHIOETBCS 3TiJHO MIXKHApOAHOI HOMEHKIJATypH
International  System for Human Cytogenetic
Nomenclature (ISCN 2013).21.06.2019 poky oTpumMaHO
pesyibTaT: KiHoumit kapiotum: 46 XX,ish del (22)
(q11.2)(HIRA-) (puc. 1). FISH-meTtogom BusBIEHA
MiKpojenenis KpuTuaHoro noxkycy 22ql1.2 (puc. 2).

BpaxoByroun pe3ynbTat MOJICKYJISIPHO-I[UTOTE-
HETUYHOTO  JIOCTI/KEHHS  JIKAp-TEHETHK  MEIHKO-
FEHETUYHOTO HEHTPY HamioHaisHol JIATSAYOT
cueriamizoBanoi mikapHi «OXMATAWUT», wm. Kuis

BcTaHoBuB AiBunHI M. (1) 3akm0uHMii 1iarH03: CHHAPOM
i Jxopmki. PekoMenioBaHA KOHCYIBTAIS IMYHOJIOTA.

Y 3B’S3Ky 3 BCTAHOBJIEHHSIM JaHOTO JiarHosy
cecrpi, aiBumHui C. (I) Oynu mpoBeneHi aHasoOTivHI
nocuimkeHas (15.07.2019) ta oTpuMaHO ineHTHYHHUI
pesyibpTaT: KiHoumit kapiotum: 46 XX,ish del (22)
(q11.2)(HIRA-). FISH-meTomom HiATBEpIKECHA
MiKpojeneniss KPUTHYHOIO JIOKYyCY JIOBrOTO Iuleya
xpomocomu 22q11.2 B reni HIRA (puc. 3). 15.08.2019
JMiKap-TEHETHK  BCTAHOBUB  3aKJIIOYHMHM  JiarHo3:
cuHIpoM Mikpoaenenii 22ql1.2 Ta HagaB pekoMeHaaIii
IIOJ0 CIIOCTEPEKEHHS Kapai0J0TOM Ta iIMYHOIOTOM.

306.09 mo 11.09.2019 poxy o6o0€ niteit nepebyBanu
Ha CTalmioHapHOMY JikKyBaHHI B Micbkill JUTAYIN
KIIHIYHIA JikapHi M. UepHiBII 3 MNPUBOLY TOCTPOTO
(bapuHriTy cepesHbOT TIKKOCTI.

20.09.2019 poxy nmiBuyaTa TPOKOHCYJIBTOBaHI
JMiKapeM-IMyHOJIOTOM AWTAYUM Ha Kadeapi IUTAUIHX
indexuiinux  xBopod Ta  aAMTAY0i  iMyHOJIOTIi
HMAIIO im. II.JI. Ilynuka M. KuniB. CupoBaTkoBi
iMyHOTIIOOYNiHHU B niB4MHKK M.: 3aranpuuii Ig E — 1,07
(N=2-15 MO/mun), Ig A — 0,19 (N 0,04-0,46 r/xn), Ig
M - 0,118 (N 0,24-0,89 r/n), Ig G — 4,75 (N=1,76-

NMiTepaTtypa

5,81 r/m). CupoBaTkoBi iIMyHOII00yJNiHY B {IBUNHKH M.:
saranpamit Ig E — 1,51 (N=2-15 MO/mn), Ig A — 0,14
(N 0,04-0,46 r/n), Ig M — 0,149 (N 0,24-0,89 r/xn), Ig
G - 6,47 (N=1,76-5,81 1/x). bioximiuHu aHami3 KPOBi
Ha KaJbI[if 3araJbHUi B 000X QiTEH — B MekaX BIKOBUX
ocobnuBocTeld. 3 aHaMHe3y BiJIOMO, IO AITH HE Oynu
BakuuHoBaHi. OOoOM jiBYaTaM BCTAaHOBJIEHO [IiarHo3:
NepBUHHUN iMyHOAedinuT — cuHapoMm nemenii 22ql1.2
(mucmopdivuni 03HAKM, amasis THMyca, BPOIKEHA Bajaa
cepiid, niMmdorneHis). bymo mpu3HaueHO MEANKAMEHTO3HE
JMiKyBaHHS Ta pO3MOYaTo BakiuHaiito Aitei. [llennenns
JKUBUMHM BaKIIMHAMHK JliBYaTaM NpoTHmokazaHe. JliTu
MalOTh PO3MIUPCHI MTOKA3H 10 MPU3HAYCHHS AaHTHO10THKIB
IpH MATBEpKeHIH abo 3amimo3peHiii OakrepianbHIN
iHpeknii Oymap-sAKoi JOKami3amii, TPUBAIiCTh KYypCy
aHTubioTHKoTepamii Mae Oytm y 2-3 pa3u IOBIIOIO,
a JIO3W TpemapariB — MaKcUMasibHI. PexoMeHaoBaHa
pereipHa BakluMHaIisA 0OaThkiB auTuHUA. OONMacHUM
auTsyuM  imyHoimorom M. YepniBmi  (02.10.2019)
pexomennoBano odopmutu autuHi C. (I) comiameHy
JoToMory o inBamigHOCTI 3riqHo Hakazy MO3 Vkpainu
No 454/471/516 Bin 08.11.2001 poxky.

TakuM YHMHOM, OINHCAHUW BUMAAOK 1ITIOCTPYE
BCTAHOBIIGHHS CHaAKoBOi marosorii y o0ox jiTel,
oHa 3 SKUX TnoTpedyBasa OnepaTUBHOI KOpekiii
Bpo/KeHOI Baaum cepus. Jlpyra auTuHa 3 JBiiHI
He moTrpeOyBana mMOrmuOICHOTO OOCTEKEHHS Ta HE
BHUKJIMKaJa HACTOPOXKEHOCTI (axiBmiB, AKOM HE Oyi0
JIarHOCTOBAHO amia3ifo TUMyca B MepHIoi TUTHHHU.

VY nojanbmomMy HEOOX1IHO PEKOMEH1yBaTH OaTbKaM
BCTAaHOBUTH HOCIS MyTamii Juisi MigpaxyHKy pH3HUKIB
MOSIBU HACTYIIHOT XBOPOI AUTHHU B JaHiil pOAMHI.

BucHoBku
BpaxoBytoun momimMophizM  KIIHIYHHX  O3HAK
3aXBOPIOBAHHS, HEOOXiHO STKOMOTa qacTime

BHCBITIIFOBaTH Bunagku cuHapomy Ji Jxopmki B
JOKepenax MEIHYHOI JTiTepaTypu 3 METOIO IOIIUPCHHS
iHpopMalii Ta MiABUIICHHS HACTOPOXKEHOCTI JiKapiB
PI3HHX cHemiaTbHOCTeH MOJ0 HMOBIPHOTO diarHO3Y.
Pannst npiarmoctwka cungpomy i Jkopmxi mae
MOJKJIMBICTh CBOEYACHOTO MPHU3HAYCHHS JIKYBaHHS.

[TporHo3 >kuTTs [ 000X aiTed y paHid cim’i
3aJCKUTh BiJl MOXIUBOI WIATPUMKH HOPMaIbHOL
iMyHHOI BigmoBimi opranismy. Kpim Toro, mns Takux
JiTe#l JOIITBHUM € po3poOKa MEepCOHaNi30BaHUX CXEM
BaKIIMHAII1, J1arHOCTUKH Ta JiKyBaHHSI. HeoOXiqHUM €
CTBOPCHHS CHPUATIMBUX YMOB JUISL IICHXO-COMiadbHOT
apanraiii gireit 3 cungpomom Ji Ixopmxi.

KoHdnikT iHTepeciB. ABrop He 3asBisiB Oyiab
SIKOTO KOH(QIIIKTY iIHTEepeciB.
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KJIMHAYECKHU CJIYYA CHIPOMA U
JIUKOPIUKHU Y IETEM U3 IBONHU

JL.IO. Xnynoeéckaa', M.H. Macnanko’

Beicuiee rocyrapcTBeHHOe yueOHOe 3aBeJeHUE
Yxpaunbl «ByKOBUHCKHIi rocyiapcTBeHHbI
MeTHIHHCKHI YHUBEPCHTET»!,
KHII «Topoackasi geTcKasi MOJUKJIMHHKA»?
(r. YepHoBuUbI, YKpauHa)

Pe3ome

B crarbe mpencTaBieHO ONHCAaHHWE KIMHHYECKOTO
cliydyas JBYX JA€BOYEK M3 JABOMHHM Cc cuHiapomom Jdu
Joxopmxu. Cunnpom Ju JKOpIXHM KIMHHUYECKH
accouuupyercs B KauyecTBe MEepBUYHOTO
uMMmyHoaepunura ¢ npedexrom T-kiIeTOUHOro 3BeHA
UMMYHHUTETA U NMPOSBISETCS COUETAHNEM BPOXKICHHBIX
MOPOKOB CepAmna, THUIIO- MJIM aljla3uu THMYCa,
NapamMuTOBUIHBIX JKeje3, MaibpopManuii JIHIEeBOH
4acTH 4Yepena, 3alAepKKod (HU3NIEeCKOTO pa3BUTHSA,
KOTHUTUBHBIMU M TICUXHYECKMMH paccTpoiicTBaMH.
[MpuunaabiM  ¢akTopom cuHApoma Ju  JIxopmxu
ABISIETCS JIeJCHUsl LEHTPAIBHOIO YYacTKa JJIHHHOTO
nieda 22 XpoMoCOMBI. MOJEKYIAPHO - TEHETHUECKUM
MeTonoM wuccinenopanus (FISH-meTomoM) B0O3MOXHO
BepU(PUIHUPOBATE CYOMHKPOCKOTIMYECKYIO JICJELHIO
22ql11.2. Cungpom Ju JKopaxu XapakTepusyetcs
NOMMMOP(QHOCTBIO  KIMHMUYECKHX  NPU3HAKOB |
CTEIIEHBIO UX IPOSBICHUHN.

OnucaHHBIH cioydall NEMOHCTPUPYET MOCTAHOBKY
NpeIBapUTEIbHOTO Auarno3a cunapoma Ju Jlxopmxu
B KAayecTBe JMAarHOCTHYECKOW HaXOoAKM (amia3us
THMycCa) HpH KOPPEKIUH BPOXKACHHOTO IOPOKa
cepana (TpaHCIO3UIMUS KPYITHBIX apTepuil ¢ neeKkToM
MEXOKEIyI0YKOBOM MEperopojku; JOTOIHUTEIbHBIH
MBIIICYHBIH Te(PEeKT MEXKKETyJOUYKOBOH MEeperopoakH;
OTKPBITOE OBAJIBHOE OKHO; OTKPBITBIM apTepHaibHBII
OpOTOK) y BTOPOHW JAEBOYKM M3 JBOHHM Ha 0ase
I'V «HayuHo-npakTudeckuil MEJULUMHCKHI LEHTpP
JeTCKON KapIHOJIOTHU u KapaAHOXUPYPTUUY,
r. Kues. B cBsi3u ¢ ycTaHOBJIEHHOW amna3ueil Tumyca
y BTOPO#l JEBOYKH, MEPBBIH peOCHOK M3 IBOWHHU OBLI
HalpaBJIeH Ha Joo0Ocie10BaHNe, MOCKOIbKY COCTOSHHE
ee Tmoclie pOXJEHUs ObUIO YIOBICTBOPUTEIbHBIM H
OHa HE HyXJajnach B MEJIULHUHCKOM HaOIIOIECHUH.
O6a pebOeHKa MPOXOAMIN OOCICHOBAHHE B MEIUKO-
reHeTuueckoM  HeHTpe HauuonanbHOW — meTckoil
cmenuaiu3upoBanHo  GompHHUIOB  «OXMATET»,
r. Kues. C momompio FISH-meTona 6b11 moaTBepKIeH

THE CLINICAL CASE REPORT OF DI GIORGI
SYNDROME IN TWINS

L.Yu. Khlunovska', M.M. Maslianko’

Higher State Educational Establishment of
Ukraine «Bukovinian State

Medical University»',
City Children's Clinic?
(Chernivtsi, Ukraine)

Summary

The article presents a clinical case of two girls from
twins with Di George syndrome. Di George syndrome
is clinically associated as a primary immunodeficiency
with a defect in the T-cell immunity and is manifested
by a combination of congenital heart defects, thymus
and parathyroid glands hypo- or aplasia, malformations
of the facial part of the skull, physical development
retardation, cognitive and mental disorders. The
causative factor of Di George syndrome is a deletion of
the central portion of the long arm of 22 chromosome.
Using the molecular genetic method (FISH method)
of the study, it is possible to verify a submicroscopic
deletion of 22qll1.2. Di George syndrome is
characterized by the polymorphism of clinical signs
and the degree of their manifestation.

The described clinical case demonstrates the
establishment of a preliminary diagnosis of Di George
syndrome as a diagnostic intraoperation finding
(thymus aplasia) at the time of correction of congenital
heart defect (transposition of great arteries with
ventricular septum defect; additional muscle defect
in the ventricular septum; open oval window; open
arterial duct) in the second girl which was provided
in the State Institution «Scientific and Practical
Medical Center of Pediatric Cardiology and Cardiac
Surgery», Kiev. Because of established aplasia of the
thymus in the second girl, the first twin child was sent
for additional examination, since her condition after
birth was satisfactory and she did not need medical
supervision before. Both children were examined at the
medical and genetic center of the National Children's
Specialized Hospital «<OKHMATDET» in Kiev. Using
the FISH-method, the diagnosis of Di Georgi syndrome
was confirmed by detecting microdeletion of the
critical locus (22q11.2) of the 22 chromosome in both
twins. The final diagnosis of Di George syndrome
was made by geneticist due to presence in children
of typical clinical signs (congenital heart defect,
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auario3 cusjapoma JHu JIKopaxku B pesynbTaTe
BBISIBICHHS MHUKPOJACNENHH KPUTHYECKOTO JIOKyca
(22q11.2) 22 xpomocoMmHEl y 000X AeTeil M3 MBOWHM.
YuuThiBass UMEIOUIHECS TUNUYHBIE KIMHUYECKHE
MpU3HAKU (BPOXKACHHBIH TOPOK CepALa, aIia3us
TUMycCa, JIMIEBOM  JUMOP(HU3M) ¥  pe3yNbTaThl
1200paTOPHO-UCTPYMEHTAIBHBIX METOJI0B
oOcnenoBanusi (MMMyHOTpaMMa, dXoKapauorpadus,
kapuorunupoBanue, FISH-meTon), BpauoM TeHETHKOM
OBLT BBICTABICH OKOHUYATENbHBIA IMAarHo3: cuHApoM du
Jxop K.

BoiBoabl. YuuThiBas moauMopdu3M KIMHUYECKHX
MIPU3HAKOB 3a00JI€BaHUs, HEOOXOAMMO KaK MOKHO yalie
ocBemarh cirydan cuaapoma J{u JDKop 1KY B HCTOUHHUKAX
MEJIUIUHCKON JINTEpaTyphl C 1IEJNbI0 PACTIPOCTPAHCHUS
nH(OPMAIMHY U HOBBIMIEHNS HACTOPOXKEHHOCTH Bpadeil
pa3HBIX CHEIUAJIBbHOCTEH OTHOCUTEIBHO BEPOSITHOTO
nuarsosa. Panusas quarsoctuka cuaapoma Ju Jxxopaxu
JaeT BO3MOXHOCTb CBOEBPEMEHHOI0 Ha3HAYEHUS
nedyeHus. [IporHO3 KHU3HM 11 00OMX JeTel 3aBUCHUT
OT BO3MOKHOH IMOAJEPKKH HOPMAJIBHOTO MMMYHHOTO
OTBETAa OpraHMU3Ma, KpOME TOro, JIsl TaKWX JeTel
HeoOXxonuMo pa3pabarTeiBaTh MEPCOHAIU3UPOBAHHBIE
CXEMbl BaKIMHAllMM, AUATHOCTHMKM M JiedyeHus. B
JajJbHEHIIEM HYXXHO CO3/1aTh OJIArONPUSTHBIC yCIOBHS
JUTSI ICUXO0-COLMAlIbHOM alanTalluy JeTel ¢ CHHIPOMOM
Hdun JIxxopaxu.

KiawueBble cioBa: getu; cunapom Ju Jpxopmku;
XpPOMOCOMa; BPOKJCHHBIH UMMYHOAEDULIUT.
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thymus aplasia, facial dimorphism) and the results of
laboratory and instrumental examination (immunogram,
echocardiography, karyotyping, FISH-method).

Conclusions. Because of polymorphism of
clinical signs of Di George syndrome, it is necessary
to describe cases of it as often as possible in the
literature with the aim of disseminating information
and increasing the alertness of doctors of various
specialties regarding the probable diagnosis. Early
diagnosis of Di George syndrome provides an
opportunity for timely treatment. The prognosis of life
for both children depends on the possible support of the
normal immune response of the body, in addition, for
such children, it is necessary to develop personalized
vaccination, diagnostic and treatment regimens. In the
future, it is necessary to create favorable conditions
for the psycho-social adaptation of this children.

Key words: Children; Dee Georgie Syndrome;
Chromosome; Congenital Immunodeficiency.
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