Short Report

KpaTtkue cooblieHusn

KAMHUMUECKHUM cAayuau crnopapuuyeckom mytauuu reHa TP63
C NepBUUYHbIM T-KAETOUHbIM UMMYHOAEPULIUTOM U paHee
He ONUCaHHOU reHeTUYecKou myTtauueu cauta (GERP++)

AnpaHbA30B AMaH)XaH CamartoBuu, MakeHoBa AAnuHa KyaHablkoBHa, flkoBaeBa AHacTacusa HukonaeBHa,

TpyxaHoBa AHacTtacusl AAeKceeBHa

HayuHbIi pyKOBOAMTEAB:! K.M.H., AOLIEHT 3A0AeeBa EneHa AneKkceeBHa

®rEOY BO OpIMY, OpeHbypr

AxTyanbHOCTb. CrvHApoM AEC sBASeTcs 4acTbio rpynmbl
3aboAeBaHUI, BbI3BaHHbIX MyTauMamMu B reHe TP63, KoTopble
06nAapalOT OOWMMMU KAMHUYECKUMU yepTamu. K aTum 3abo-
AEBaHUAM OTHOCATCA CUMHAPOM Panna - XOAXKWHA, KOTOPbIN
XapaKTepuayeTcsi aHMMAPOTUUYECKON 3KTOAEPMAaAbHOM AUCMAA-
31el, NPUBOAALLEN K AedeEKTaM KOXM M NpobAeMaM ¢ NoTooT-
AENEHUEM, pacLueArHom rybbl/Heba, cuHapom ADULT, kotopbli
BKAKOUAET B ceb6s1 aHOMaAMM KOHEYHOCTEN, KOXM, HOTTeR, 3y6oB
1 HOCOCAE3HOTO KaHaAa. [lepeyncaeHHble CUHAPOMbI BbI3BaHbI
MyTauusimu reHa TP63, BAMAIOLLEr0 Ha pa3BUTUE IKTOAEP-
MaAbHbIX MPOU3BOAHBIX U KOHEUYHOCTEW.

Llenb uccaepoBaHuAa. OnucaTb KAMHUYECKUW CAyYaW
pebeHka ¢ myTaumen reHa TP63 ¢ TPyAHONPOrHO3UPYyeEMOW
W paHee He onncaHHOW MyTauuen HG3B.

MauueHTbl U MeToabl. PebeHOK M3 couuanbHO Hebha-
FOMOAYYHOW CEMbM, Yy MaTepu OTATOLLEHHbIN aKyLlepCcKo-
TMHEKOAOTMYECKM aHaMHe3. bepemeHHOCTb npoTekana
C rectauMOHHON apTepUanbHOM TMNEPTEH3UEN, FreCTaUMOHHbIM
caxapHbiM AMabeTom, 3aAEpPXKOM pocTa BHYTPUYTPOOHO-
ro pebeHKka, MpPexXAEBPEMEHHbIM CO3peBaHWEM MAALEHTI
U ManoBoaveM. Poabl 5-e onepatMBHblE Ha CPOKe rectaumu
38 Hep, Mmacca Tena — 2280 r, pocT — 48 cM, OLEHKa MO LKane
APGAR — 7/7 6annoB. MUKpOaHOMaAUK: BbICOKMI A0, craa-
XEHHble HaABPOBHbIE AYrM, TOHKME Tybbl, OTCYTCTBME MOYEK
ylien, AQPBUHOBCKWIA BYropok crnpaBa, YTOALLEHHbIM 3aBWUTOK
YLWHOW pPaKkoBWHbI CAEBa, MonepeyHass AaAOHHaAs CKAAAKa,
TOTaAbHaaA OHUXOAMCTPODUA, OTCYTCTBUE PECHWLL, CUHAAKTUAUS
cTon. BpOXAEHHble MOPOKK: paclLeArHa MATKOro W TBEPAO-
ro Heba, OTCYTCTBME HOCOBOM MEPErOPOAKM, TPAHCMO3WULMA

NMOAOBOr0 YAEHa, ABYCTOPOHHASA TMAPOHEPpPOTUYECKas TpaHC-
dopmMaums noyek. NOKaAbHbIM CTATyC: Ha KOXHOM MOKPOBE
MEAKOMAGCTUHYATOE LUEAYLLIEHWE C HEAPKOW 3PUTEMOM, MOK-
HyTME U eAMHUYHble 3po3uK. AaHHble Y3U cepaua: acumme-
TPUA CTBOPOK aOPTaAbHOMO KAamaHa, rMnepaxoreHHbii Gokyc
B AEBOM XeAypaouke (1,9 MM), MUHMMaAbHas peryprurauums,
OTKPbITOE OBaAbHOE OKHO, OTKPbITbI apTepuanbHbliM MPOTOK
6e3 HapyLleHWa reMoAMHaMUKK. UMMyHOAOTHUYECKOe 06CAEAD-
BaHWE: KOMOUHUPOBAHHbBIA UMMYHOAEDULMT, CHUXKEHUE YPOB-
HA TREC (112,5 Konui/MKA), KOMMNEHCATOPHOE MOBbILLIEHWE
ypoBHS B-anmdoumtoB (50,5%), mnckatoueH peduumt MHC
| v Il TMNOB. Pe3yAbTar reHeTMYeckoro UCCAEAOBaHUA: BblAB-
AeHa MyTaumsa reHa TP63, cBadaHHasA ¢ cuHApomom ADULT,
9KTPOAAKTUANEN, SIKTOAEPMAABHOW AMCMIAA3UEN U PaCLLEAVHON
rybbl/Heba 3-ro TMnNa, CMHAPOMOM XeW — Yaaaca, CUHAPOMOM
Panna - XopxkunHa. Takxe He onMcaHHas paHee U KAMHUYECKH
He onpeaenseman Mytaums HG3B canta (GERP++).

Pe3yAbTaTtbl. YuWTbiBas HaAMuMe KOMOWUHMPOBAHHOIO
UMMYHOAEDULMTA U MHOXECTBEHHBIX BPOXAEHHbIX MOPOKOB
pa3BUTUS, PEBEHOK HYXAAETCA B MOCTOAHHOW MEAMLMHCKOM
NMOAAEPXKKE, BKAOYASA 3aMECTUTEABHYIO TEPaNMIo MMMYHOIAO-
6yAMHOM W NPOTUBOBOCMAAUTEABHYIO Tepanuto. C 6 Mec umeeT
cTaTyCbl MAAAMATMBHOIO MauMeHTa U MHBaAMAA C AETCTBA.

3akaoueHue. Y pebeHka BbISIBAEHbl MOPOKW pPa3BUTUS,
Bbl3BaHHbIE TEHETUUECKON MyTaumein. AAA ero AeyeHna Heob-
XOAMM KOMIMAEKCHbIM MOAXOA C yyacTMeM MMMYHOAOra, reHe-
TWKa, YPOAOra, KapAMOAOra U AepMaTonora. TakXe PeKoMeEH-
AyeTCcs NPOBECTU CEKBEHUPOBaHWE No meTtopy CeHrepa caita
(GERP++).



