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KMIHIYHI ACNEKTU CMHOPOMY O] OXOPLOXI Y OUNTUHWN (kniniunuin BUNagok). CnocTtepexyBaHU BUMA[OK € CBIYEHHAM
nonimopdiamy kniHiuHux NposiBiB cuHapomy Ol Oxopaxi: kombiHaLis TMNoBoro heHoTUNy CUMNTOMOKOMIEKCY 3 BIACYTHICTIO CYA0M,
4acTKoBUM IMyHHUM pedekToM Ta HabNMUXEHICTb MCUXOMOTOPHOrO PO3BUTKY A0 BiKOBOI HOPMW B MiBTOpapiYHOMY kaTtamHesl

CMOCTEPEXEHHS 3a Nnepebirom XxBopotu.

KIMMHWYECKWME ACIMEKTbl CUHOPOMA OV OXOPOXW Y PEBEHKA (knuHunyeckuin cnydan). [penoctaBneHHbIi criiyyai
CBUAETENbLCTBYET O MONMMOPMU3ME KIUHUYECKMX MposiBRieHn cuHapoma OU [Oxopaxu: KombuHaums TunuyHoro deHoTuna
CMMNTOMOKOMIJIEKCA C OTCYTCTBUEM CY[0POT, YAaCTUYHBIM UMMYHHbIM AiedhekToM U NpubnmXeHHOCTbI0 NCUXOMOTOPHOIO pa3BUTUSE
BO3PacTHOW HOpPMe B MONTOParoAgMYyHoOM KaTtaMHe3e HabnoaeHus 3a TedeHnemM 6onesHu.

CLINICAL ASPECTS OF DI GEORDGE SYNDROME. Granted case highlights the clinical manifestations of the syndrome
polymorphism Di Giorgi: a combination of atypical symptom phenotypewith absence seizures, partial immune defect and approximate
age normal psychomotor development in 1,5yearscatamnesis monitorthe progress of the disease.

Knio4osi cnosa: cunugpom O Oxopaxl, gitw.
KnioueBbie cnoBa: cuHgpom AU Oxopoxu, oetu.
Keywords: Di Georde Syndrome, children.

BCTYN. Cunpgpom Ol Oxopaxi (DGS; Wudp MKX-X
— D82.1) kniHiYHO acouileTbCA K NMEPBUHHUN iIMYHO-
pediunt i3 gpedpekTomMm T-KNITUHHOI NMaHKM iMYHiITETy Ta
NposiBNAETbCA NOEAHAHHAM BPOAXEHUX Baj cepus, rino-
yu annasii TMMycy, napawmTononibHMx 3anos3 3 yacTum
BUABMEHHAM ManbdopMauil NnMueBoi YacTUHU Yepena
(amM3MopdiyvHi 3MiHUM 06NKMYYs: rinepTenopusM, KopoTka
BiCb MOBIK, €MnikaHTyC, WWPOKUN KOPOTKUMN HIiC 3 BUBEp-
HYTOI0O HOCOBO NNACTUHKOI, KOPOTKWA NiAHOCOBUN
xonobok, cnabko 03HayeHW poT, MikpopeTporHarTis,
HM3bKO PO3MilleHi AM3MOpQIiYHi Byxa, «BOBYa mnawa),
3aTpMMKN (Pi3NYHOro pPO3BUTKY, KOTHITUBHUX Ta MNCUXiy-
Hux nopyuweHb [1, 2]. JliTepaTypHi faHi ocTaHHix gecaTu-
n'ATHaAUSATU POKIiB CBigyYaTb NMpO pi3HOMaHITTA gucnokauii
reHeTUYHUX 3MiH npu NOAIGHIN kKoMGiHaALil KNiHIYHKMX
nposeiB. OnucaHi BUNagku CMMNTOMOKOMMEKCY aHano-
rivHoro go cuHgpomy i Oxoppxi npu nokanisauii ge-
neuii iHwmx xpomocom - 10p13, 17p13, 18921 Ta iH. [2].
Mpu HaaBHOCTI knacu4yHoi geneuii 22q11.2 Bukopucrto-
BYIOTb YacTile TepMiH «cuHapom pgeneuii 22gq11.2 xpo-
mocomu» [3] un cuHpgpom Ai Oxoppxi. MNoegHaHHa y na-
LieHTa iHWWX aHoManin 3 KNacu4yHMM CUMNTOMOKOMM-
nekcom [i Oxoppxi Ta nokani3auieio po3wenneHHsa Ha
xpomocoMi 22q13.3 HasuBawTb Beno-kapAaio-gauianb-
HUM (VCFS uu cuHgpom Shprintzen) cuHapomom [4].

Oi Oxopaxi cuMHOPOMOKOMMIEKC 3aBASYYE CBOEI
Ha3Bow AuTa4yomy eHpokpuHonory Angelo Di George,
akun y 1968 p. onucas woro nepwum. MNMpuUYMHHUM dak-
TOPOM XBOpPOOWU Ha CbOrOAHI BBAXAaE€TbCs Aeneuis LeHT-
panbHOi [iNSHKM AOBroro nfeya 22 xpoMocomMu Ha 6-
MY TUXHi BHYTPilWHbOYTPOBGHOr0 pPO3BUTKY, fKa MpPU3BO-
OUTb OO MOPYLEHHA opraHoreHesy TpeTbOro i yeTBep-
TOro rnoTKOBUX MiwkiB. OCTaHHE € MNIATPYHTTAM
dopMyBaHHS BiAXWNEHb PO3BUTKY TUMYCY, MnapawuTo-
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nofibHMx 3ano3 Ta natonoriyHoro emb6pioreHesy iHWKUX
CTPYKTYp (aHomanmii Benukux CyAuH, cepus, LWerenHo-
nuuboBun aumopdiam, Towo) [5]. linonnazis Tumycy
CNPUYMNHSAE NOpYLWEHHA AndepeHLiloBaHHA cTOBOYypoBuMX
KNiTMH B T-niMmpouunTtn («TUMyc-3anexHi» AiNAHKK
niMcoiaHOT TKaHWHKU 36iAHEHi KNiTUHUMK enemMeHTamu,
nimdgoigHi cdonikynu € ane Hepopo3BuHeHi) [5, 6].
BipcyTHicTe T-xennepiB 3HUWXY€E 34aTHICTb CUMHTe3yBaTu
aHTUTiNa [0 NEeBHWX aHTUrEHiB, MPW LbOMY KinbKicTb B-
nimgouuTiB 3anvwaeTbca B Mexax @isionoriyHux no-
Ka3HukiB [6,7]. Ou3mopdii nnueBoi yacTuHn Yyepena Ha-
AIBHI y BCiX XBOpUX, Baau cepusa - nuwe y 2/3 nauieHTiB
[8]. B ycix noBigoMneHHsx Npo faHy naTtonorilo BKa3yeTb-
CSl NPO 3aTPUMKY NCUXOMOTOPHOrO PO3BUTKY Ta Mepcuc-
Tytoui BipycHi un rpubkosi iHdekuii [1, 6, 8, 9].

MATEPIAINM TA METOAW. OaHe pocnipxeHHs npo-
BefleHe Ha BUMaAKy 3 MPaKTUKM.

PE3Y/IbTATU OOCHNIOXEHHA TA IX OBrOBO-
PEHHA. Y cnocTtepexyBaHOMY Hamu BunagkKy LUiKaBuMm
BUsiBMNacb KombiHauisa Tunosoro deHoTUNY CUMMITOMO-
Komnnekcy cuHgpomy Oi O>xoppxi 3 BiACYTHICTIO KMiHIYHUX
NnposiBiB CyJOMHOT0 CUMHAPOMY Ta HabnMXeHiCTb Mcuxo-
MOTOPHOrO pPO3BUTKY AO BiKOBOI HOpMW B MiBTOpapiyHo-
My KaTamHe3i cnocTtepexeHHs 3a nepebirom xsopobu.

I3 aHaMHe3y XuUTTA: XMOMNYMK Big 2-0i goHoweHoi (41
TUXOEHb) BariTHOCTI, 2-UX TEPMiIHOBMX MOMOriB; Mpu Ha-
poaxeHHi maca tina 3300,0 r, goBxuHa Tina 51,0 cm, 06Big,
ronoeu 35,0 cm, o6Big rpyaen 34,0 cm. BariTHicTb npo-
Tikana Ha Tni gucdyHKLUii nnaueHTn, rectauinHmx Habpskis,
nomipHoro 6aratosoapa. CtaH AUTUHKM MiCNs HapoOAXeH-
HA CepeAHbOro CTyneHs TAXKOCTi. M'aki TKaHWHM roniBku
HabpsAkni, remaToma Ha notunuui. OianbHicTb cepusa puT-
MiYyHa, CUCTOMIYHUNA WyM Ha BepxiBui i BYTouui. Hapgpy-
ry poby XuTTa AUTUHA NepeBefeHa y BiAAiNeHHs naTo-
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norii HoBoHapoaxeHux KYTOP TOOKI1 3 giarHo3om: Ypa-
XeHHa LHC rinokcumyHo-ilwemiyHOro reHesy, roctpun ne-
pioa. lNonoroesa TpaBma, kedanorematomMa MOTUMUYHOT
ainsHkn. BpoaxeHa kapgionariqa. MNpoTarom HacTynHUX ABOX
TUXHIB XWUTTA MPOBOAUTLCA JiKyBaHHS 3 MPUBOAY YTOY-
HeHOro piarHo3y: BpopgxeHa Bapa cepuf: nopasiiiHe
BiAXOAXEHHA MaricTpanbHUX CyAUH Big NpaBOro WyHOYKa,
nedeKkT MiXLWINYHOYKOBOI NepeTUHKU, KnanaHHUN CTeHO3
nereHesoi aptepii. Cungpom [i-Oxopaxi. NnokcuyHo-
remopariyHe ypaxeHHs LIHC, BHyTpilWHbOLWNYHOYKOBUN
kpoBoBunuB | cTyneHw. BpoaxeHa Baga po3BUTKY: po3-
wensieHHs m'akoro nigHebiHHA. MonoroBa TpaBma - Ke-
danorematoma niBoi MNOTUNNYHOI AiNAHKU. 3 MeTOl
niagTBepAXeHHA fiarHo3y Ta NoAanblioro XipypriyHoro
NiKyBaHHA MauieHT nepeBefeHUN B HAYKOBO-MPaKTUYHUN
MeAVUYHUNA LEeHTp AUTAYOI Kapaionorii Ta kapaioxipyprii M.
Kuesa. lMicna npoBefeHoOro peHTreH-xipypriyHoro obcre-
XEHHA cepus i BeNMMKMX cyguH Yy Biui 1,5 mic. xnonuumky
nigTBEPAXEHO | yTOUHEeHO giarHo3 BBC: lMopginHe Biaxoa-
XEHHSI MaricTpanbHUX CyAUH Bif NpaBoro wiyHouka, TeT-
pagHuin TuUn. CTeHo3 rinok nereHeBoi apTepii y 6idyp-
Kauii. BTopuHHUN pedekT mixnepeacepAHOi NEPeTUHKN.
AbGeppaHTHa npaBa nigkno4nyHa aptepia. i 3piicHeHo
6anoHHy aunaTauito CTeHO3y NereHoBOoi apTepii, CTeHo3iB
npaBoi Ta niBoi nereHeBux aptepin y 6Gidypkauii. Haw
nonepeaHin giarHos niaTBEPAXEHO LUTOreHEeTUYHUM 06-
CTEeXEHHSM Ta KOHCYNbTaTUBHUM BucHoBokoMm HOCJI] «Ox-
MaguT»: Mikpogerneuia Mo AOBromy mnfevyy XpomMOoCOM -
22. [iarvo3: C-m [i-Oxopaxi. Y wecTtumica4yHOMYy Biui B
MeaVMYHOMY LEeHTpi AuTsYOoi Kapgionorii Ta kapgioxipyprii
M. KueBa npoBepeHa paaukanbHa KOpekLuis MoABiMiHOTO

®doTo 1, 2. MauieHTy BiLi 1 poky

B noBTOpHMX 3aranbHMX aHani3ax KpoBi NPOTAroMm 4yacy
cnocTepexeHHs 6e3 ocobnmMBoOCTEN 3a BUKIIOYEHHSM ne-
piofy nikyBaHHA BUPa3KOBO-HEKPOTUYHOrO E€HTEepOKOni-
Ty, A€ MaB Micue NenKounTo3 3 HEUTpPOiNbHUM 3CYBOM
BniBo. PiBeHb iOHI30BaAHOro Kanblilo KONMBaBCA B Me-
xax 0,61-0.94 mmonb/n (Hopma 0,95-1,05 mmonb/n). Imy-
HonoriyHe o6cTexeHH IgA - 0,95 r/n, IapM - 0,84 r/n,
InG-9,1r/n, Ig E - 3,8 MO/mn.

BUCHOBKW. OTtxe, ana DGS xapakTepHa Bucoka
deHOoTMNOBa MIHNUBICTb BiA CEpNO3HUX POpPM 3 iMYHO-
pediunTom i BMpa3HMMM cepueBuMU pedekTamu Ao

BiAXOAXEHHA MaricTpanbHUX CyAVH Bif MPaBoro LWAyHOYKa,
TeTpagHoro Tuny (onepauia: CepepgnHHa cTepHoTOMIA. Tu-
MycekTomia. IHdyHanbynekTomisa. AopTa BigBeaeHa B
niBUA WNyHo4Yok. TpaHcHynsapHa nnactuka BTMW Ta J1A
naTkoto 3 rntepaytonepukapay. Ctynku knanany J1A 36e-
pexeHi. Wos Ha OMTIIMM).

MpoTAroMm Apyroro niBpiyya XWUTTA XIOMNYUK ABivi
3HaxoAuMBCS Ha cTauioHapHomy nikyBaHHi B KYTOP 3 npu-
Boay: BHEK I-I1 cT. BTtopuHHun me3opeHit. Epo3uBHun
racTpoayoAeHiT, AyoaeHo-ractpanbHum egnikc | cT. MNa-
CTpoeHTepanbHa depmeHTOonaTia (MpoBeAeHO cepefuH-
Hy nanapoToMilo, peBi3il0 opraHiB 4epeBHOI MOPOXHU-
HU, Gioncito nimdoBy3na kopeHs OGpuxi, naBax uyepes-
HOi MOPOXHWHKU, TpUBaANicTb NikyBaHHA 25 Ai6) B Xipypr-
iYyHoMy Ta iHdekuUuinHo-60okcoBaHOMY BigAiNeHHI 3
noganbWwuMm nepeBeAeHHAM Ha KappAionoriyHe niXKo 3
niarHosom: los3anikapHsaHa rocTpa ABo6GiYHa NMHEBMOHIA
(BipycHo-6aKkTepianbHO-3aCTiHOrO reHesy) BaXKuii ne-
pebir 3 o6cTpykTMBHUM cuHgpomom, OH - Il cT. Bpopa-
XeHa Baja cepus: NOoABiNHE BiAXOOXEHHA MaricTpanb-
HUX CYAWH BiA NpaBoOro WyHo4Yka, TeTpagHun Tun, cre-
HO3 Triflok nereHeBoi apTepii B 6idypkauii, BTOPUHHUN
nedeKkT MiXLWnyHo4YKoBOi neperopoaku, abepaHTHa npa-
Ba nigknwoyuyHa apTtepia. CTaH nmicna pagukanbHOi Ko-
pekuii 2011 p. CCH-IIA. Paxit Il cTtyneHto, nigroctpun
nepebir, nepiog po3nany. 3aTpumka cTaTo-KiHETUYHOrO
po3BuUTKY. Po3uwenneHHa m'skoro nigHebiHHA. Ha ppy-
roMy poui XUTTA AWTUHa oTpumana nikyBaHHs ambyna-
TOPHO 3 NpMBOAY OHIXOMiKO3y 060X KUCTEel 3 MO3UTUB-
HUM edekToM. HepBoBO-ncuxiyHnm po3sBuToK y BiLi 1,5
pOKiB i3 MOMipHO 3aTpumMmkow (doTto 1, 2).

EREL

|

6inbw nerkux, koTpi nepebiratloTb Nuwe 3 4YacTKOBUMU
yn nepexigHumu iMyHHuUMn gedektamu. Oitn 3 cuHppo-
momMm [i Oxopaxi He 3aBXAu BUpa3HO BigcTalTb Big po-
BECHUKIB (i3uyHo i po3ymoBo. HaBepeHu’ Bunapok
CBifUNTb Ha KOPUCTb MNoniMopdi3My KIiHIYHMX MpPOABIB
uboro cuHgpomy. Jlikapi nepuwoi naHku, cimenHi mikapi,
nepiaTpu, HeoHaTonoru npu BUSABNEHHi y gutuHu BBC
KOHOTPYHKanbHOro Tuny, AM3mMopdin nuuboBOro yepena,
CYL[OMHOro CMHAPOMY (rinokanbuiemii) Ta yacTux iHdeku-
iHMX 3aXBOPIOBaHb NOBUHHI 3ragat Npo WmoBipHicTb DGS
y Takoro nauieHta. 3a HasiBHOCTi HaBefeHOi Bulie KOM6-
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iHauii cumMnNTOMIB [OUINbHO HaNpaBnATU Y MeAUKO-TeHe-
TUYHI LEHTPU napanenbHO 3 KOHCYJIbTYBAaHHSM y Kaphiox-
ipypriB. Ockinbku, BYacHa AiarHocTuka LbOro CUHAPOMY
e Ha nepeponepauinHoMy eTani 4O3BONUTL Nonepeau-
TW yCKNagHEeHHA B nicnsionepauiiHoMy Ta NoKpawmuTb nNpo-
rHO3 AWTMHA Ha noganblue XUTTS.
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