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Curgpom /i JIxopmxi (22q11.2 nmememiifHWiA CHHAPOM) — L€ piIKiCHE
TCHETUYHE 3aXBOPIOBAHHS, CIIPUYMHEHE MIKPOACNEIIE0 TUITHKA XPOMOCOMH
22011.2. BoHO XapakTepu3y€eThCsl OPYILEHHSIM PO3BUTKY TPETHOT Ta 4eTBEPTOT
30pOBHX YT, IO MPU3BOIUTH JI0 PI3HOMAHITHOT KITiHIYHOT KapTuHu [1-5].
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Kirouosi ktiHiuHi mposisu [ 1-5]:

— Tnomnasis abo aruazis TuMyca — iMyHoedinur.

— Tinomaparupeos — rinokabLieMisi, CyJIOMH.

— Bpomxkeni Bamu cepis (dacrime — terpana Pamo, mepepsa IyTy aOpTH).

— JlumpoBi aHOMaMii (HM3BKOPO3TAIIOBaHI ByXa, MUTIANICTIONIOHI OYi,
MaJleHbKe Tia00pias).

— IlopymieHHS MOBICHHS, 3AaTHOCTI 1O HAaBYaHHS, IICHXOEMOLiiHI
po3Tam.

JiarnocTuka:

— Di3uKanpHUM OrVIAL 1 aHaI3 CUMIITOMIB.

— Tenernune TectyBanus (FISH, mikpomarpnunuii anaiis) [3-5].

— Imynorpama, Y3]1 cepist, BUMipIOBaHHsI piBHA KaubLito [1-3].

JlikyBaHHSI Ta CIIOCTEPEKEHHS:

— CuMnroMatnuHe Ta MATpUMYyIOUe (KOpPEKIis KalbIlifo, Xipyprisi Bas
ceputs) [2-5].

— IMyHOCTHMYyITFOBaJIEHA TepalTist 3a TIoTpedu [ 1-5].

— Tlcuxomoro-memaroriyba 10moMora, jgoromeist [3-5].

— Tenernune KoHCYIbTYBaHHs [ 1-5].

Koiniuanii BUnagox:

Jipunnka JI., 14 poku, nepeOyBae Ha AWCIAHCEPHOMY CIIOCTEpPEKEHI
B OOnacHii KIIHIYHIA JUTSYIA JiikapHl. 3 aHaMHe3y OKUTTS: JMTHHA
Biz | BariTHOCTI, 0 mepediraga Ha TJI TOKCUKO3Y TPOTATOM YCi€i BariTHOCTI
B Marepl. MHOXXWHHI BaJ PO3BHTKY HE JIiarHOCTOBAaHO NpeHaTtainbHo. [lomorn
IIIIXOM KecapeBa pO3THHY B TepMiHi recrarii 36 TwkHiB, Maca Tina 2600 r.
Bpomxeni Bay KiCTKOBO-MS30BO1 CHCTEMH HE BUPAKeHI (JUCIUIACTAYHI 3MIiHH
Ta30-CTETHEBHX CYTIIO0IB, Mi3HE MPOPI3yBaHHSI MOJOYHHX Ta 3aTPUMKA 3MiHH
Ha TIOCTiiHI 3yOW, MOPYIICHHS NPHUKYCy, MHOKHHHHUN Kapi€c, BUKPHBIICHHS
HOCOBOI NEPETHHKH). YPOIDKEHY Bajly Ceplisi He iarHOCTOBAHO.

VY Biai 11 mic — mpaBoOiuHa MOJICETMEHTapHA ITHEBMOHIS, SKa CYyIpO-
BOJDKYBAJIaCh TOPIIIHAM TepeOiroM Ta CTIHKUM CHHIPOMOM OpOHXIaJbHOI
obctpykuii. I[lpu yneTpa3ByKOBIA MIarHOCTHINI THMYC HE Bi3yalli3yBaBC.
Ile mano migcraBy Uil MPOBEICHHS IOIIMOJIEHOTO JIIArHOCTHYHOIO MOILIYKY
aHoMaJtii OyI0oBH TpaxeoOpOHXIAILHOTO JiepeBa i MEPBUHHOTO IMyHOAEDIIHTY.
[purmymensst mono OpOHXOMAALIT MIATBEPKEHO NPH OPOHXOCKOIIYHOMY
nociimkeHHi. OkpiM BusIBIeHMX Manb(opMmariii, y AWTHHU CHOCTEpIraancs
acUMeTpist oONMYYs Mmigiyac MocMimKK abo Iuiady, aypuKyJsIpHI aHOMaii
Ta XapakTepHI PUCH OONHMYYS, TaKi SK HABHCAHHS TOBIK, IIUPOKE TEpPeHicCs.
3a maHMMHA IMYHOTpaMHu BESIBIICHHH T-KiiTHHANIH iMyHOIEDIrHT.

OTprMaHi [1aHi Jany MiACTaBy NPHUITyCTHTH HASBHICTH CHHIPOMY JeNeril
22q11.2, mo Oymo miareepmkeHo MeromoMm FISH: BusiBneHa TuroBa Jeseriis
22011.2 - LCR22A.
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BHacrninok rimomnapaTipeody JAWTHHA IOCTIHHO TIpuiiMae BHCOKI JI03H
BiTaMiHy /[ y crioiydeHHi 3 KaJbLieM Ha IOCTiiHii ocHOBI. EMoriiiHO 1abibHa,
MPOCTEXXYETHCSI CHHAPOM Ae(hilUTy yBard, 3HIDKCHHS INMaM'ATi Ta 3aCBOEHHS
HIKITBHOTO Matepiaiy. BpOoHX00OCTPYKTHBHHI CHHAPOM TIOBTOPIOETHCS IPH
KO)KHOMY TOCTPOMY PeCHipaTOpHOMY 3aXBOPIOBaHHi. 2—3 pa3u Ha pik MOXOAUTh
JKYBaHHS y alleprojora 3 TIpPHBOAY 3arocTPeHHS OpOHXIANBHOI acTMH,
BUSIBJICHA aTOIS — TiEpYyTIMBICT JO TOOYTOBUX aJI€pPreHiB MATY. 3 IPHBOLLY
mpojancy MirpansHoro kmamady Il crymens 2 pasu Ha pik IPOXOOHTH JKY-
BaHHS y KapAiojora.
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