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NMMMYHOJIOITUYECKUE HAPYIIEHWA Y ITALTMEHTOB C CUHAPOMOM CHARGE
HA ITPUMEPE COBCTBEHHbBIX KJIMHUYECKUX HABJIIOJEHNU

[ ocygapcTBeHHOE yupexkacHue «PecyOnuKaHCKu HaydHO-IIpaKTHYEeCKUM LeHTp «Martb u qutsa», benapyce, 1. MuHCK, yi. OpiaoBckas 66, 220053

BBE/IEHUE

Cungpom CHARGE — 3TO peakoe MOHOreHHOe 3a00JieBaHHE, XapaKTepPU3YIONleecd MHOXKECTBEHHBIMH BPOXKIEHHBIMH AHOMAJIUAMU:
KOJIOOOMY, CepAeUYHble IIOPOKM, aTPEe3UI0 X0aH, 3aZepP:KKy pocTa U Pa3BUTHSA, aHOMAaJIUU TeHUTAIuU u yiied. OCHOBHOU IIPHUYMHOU
3a00JIeBaHUSA SBJISETCA MATOT€HHBIM BapUAHT HYKJIEOTUAHOW 3aMeHbl B reHe CHD?7, urpamolineM KJIYEBYIO POJib B PETYJIALUU 3KCIIPECCUU
HecMoTps Ha THIaTeIbHOE onMcaHue peHoTunuueckux npusHakoB cuaapoma CHARGE, cBeneHnsa 00 HMMYHOJIOTHYECKOM CTATyCE IallIEHTOB
OCTAIOTCA IIPEAMETOM AKTHBHBIX HCCAeAOBAaHUM. 3HAHUE 0COOEHHOCTEN MMMYHHBIX HapYyIIEHHUN UMeeT KPUTHUECKOe 3HAaUEHUE, IIOCKOJIbKY Y
yacTH NallieHTOB BbIsABJseTcs cHU:KeHHbIN ypoBeHb TREC (T-cell receptor excision circles) mpu ckpuHHHTe HOBOPOXK/IEHHBIX HA IIEPBUYHBIE
NUMMYHOZIe(PUIIUTEI, UTO OyzeT TpeboBaTth AuddepeHIuaJIbHON AUAarHOCTUKU. Kpome TOro, UMMyHOAe(@UIINT, 0cOOeHHO T-KJIeTOUHbIA U
I'YMOPAaJIbHBIH, IIOBBIIIAET PHCK PENUIUBUPYIONINX HHMEKIMMI, BKIOYasad ITHEBMOHUU, CUHYCUThI U OTHUThbl. PaHHee BbIABJIE€HHE UMMYHHBIX
HapYIIEHUU IO3BOJIIET CBOEBPEMEHHO HA3HAYMTH IIPOMPHUIAKTUYECKHE MEPHI — BaKIIMHAIIMIO, aHTUOAKTEPUAJIbHYIO WU 3aMECTUTEILHYIO
Tepanuio UMMYHOTJIO0OYIMHAMMU.

MATEPHAJIBI H METO/IbI

[IpobaHabl — HOBOPOKIeHHbIE MAJILUHK U JeBouKka. KoHCy IbTalusa reHeTHKa IpoBeJieHa B CBA3U ¢ HaJIUUHEM MHOXKECTBEHHBIX BPOK/IEHHBIX
IIOPOKOB Pa3BUTUSI B COUETAHHMHM C HMMYHOJIOTUYECKHMU HW3MEHEHUSMU, BBISIBJEHHBIMU II0 pe3yjbTaTaM HEOHATaJIbHOT'O CKPMHMHIA Ha
IIepBUYHbIE UMMYHOIePUIIUTHI MOJIEeKyIsIPHO-TeHETUUYECKOE HCCJIEe/IOBaHNE BBIIOJHEHO B PaMKax IOJHOTO SK30MHOI'O0 CEKBEHHUPOBAHUS U3
00pa3110B KpoBH : [luTOreHeTHYeCcKoe uccaeqoBaHue JUM@OIIMTOB KPOBU IIPOBEJIEHO CTaHAAPTHHIM IIPOoTOK0JI0M (G-banding)

PE3YJ/IBTATDI

KoHcynbpTanusa reHeTHKa BBIIIOJIHEHA NOpoOaHJaM B pPaHHEM HEOHATaJbHOM IIEPHOJIE, B CBSA3M C YCTAHOBJIEHHBIMU IIPU POXKAECHUU
MHO>KECTBEHHBIMH BPOXKJEHHBbIMH IIOPOKAMH PAa3BUTHSA, a TaAK:Ke CHH:KeHHbIMH YpOBHAMMN TREC 110 pe3dysbTaTaM HEOHATAJIBHOIO CKPUHUHTA
Ha HepBUYHbIEe UMMYHOIepUuUThI. CeMelHbIN aHAMHE3 B 000UX CEMbAX He OTATOIEH, POANUTEN U CTAPIINK CUOC B OTHOU U3 CEMEMU - 3J0POBBI.

IIpobany 1 (Masnpunk). bepeMeHHOCTh U POJIBI ITPOTEKAIU 0e3 ocoKHeHn PebeHOoK poauiics B CpoKe recraiiii 402 HeJleslb C IIoKa3aTeJIAMU:
Macca — 4040,0 T (+1.26 SDS), poct — 54,0 cm (+2.17 SDS), okpyzkHOCTb T'010BBI (OI') — 36,0 cMm (+1.21 SDS), onenkoi o mikaje Anrap — 8/8.
B HeoHaTasbHOM MepHoOJe yV pebeHKa OTMeUaJHCh MHOKEeCTBEHHble aHOMaJIMM Pa3BUTHA. aHOMAaJIMM HapyKHOM CJIyXOBOM pPaKOBUHBI,
abeppaHTHasA IpaBasd NOAKJIIOUNYHAA apTepHusa, KOJIOOOMa ceTUaTKHU JIEBOTO IJia3a; TMIIOILIa3us TUMYyca; BPOXKJEHHBIN CTpUop; OyIp0apHEBIE
HAPYIIIEHUA Kapuomun (46,XY). MoaexyaapHo-2eHemuueckoe uccaedosaHue 8bl516/1H BapUaHT HYKJEOTHUJHOHW 3aMEHbI
c.3020T>A (p.Leu1oo7His) B rene CHD7 B reTepo3uroTHOM COCTOSSHUHU (CIIOpagudecKui).

IIpobana 2 (meBouka). bepemeHnHOCTh Ha OHE MHOTOBOAMS B 3 TPUMECTpe, POJIbl MpoTeKaau 0e3 ocjIoKHeHUuM PeOeHOK poauiicsi B CPOKe
rectaniuy 38 Hezesb ¢ MoKa3aTeJsAIMH: Macca — 26800,0 T, pocT — 48,0 ¢M, OKpYy>KHOCTb ToJioBbI (OI') — 33,0 cM, OIIEHKOM 110 IIKaJjie Amnrap —
6/9. B HeoHaTaJIbHOM IIepHOJe Yy peOeHKa OTMeUaJIiCh MHOKECTBEHHbIE aHOMAaJIMM Pa3BUTHA: aHOMAaJIUM NOJYKPYKHBIX KaHaJIOB CJIEBA,
K0JI000Ma ceTyaTKU M JAUCKa 3PUTEJbHOr0 HepBa JIEBOTO IJjia3a, IITO3 JIEBOI'O BEPXHETO BeKa. AMCIJIACTUYHBIE YIIIHble PAKOBUHBI, TUIIOILJIa3Usl
tumyca, BIIC: IMIIII. Kapuotun (46,XX). MoJjieKy/IsspHO-TeHeTHYeCKOe HCCeloBaHle : BbISIBJIEH BapUaHT HYKJIEOTHUTHOM 3aMeHbI c.754dup
(p.Ser252PhetsTer35) B rene CHD7 B reTepo3uroTHOM COCTOSHUU (cmopaauueckuii). PebeHOK yMep B BO3pacTe 7 MeECSIIEB OT OCJIOKHEHUN
TS2KEJI0H ABYCTOPOHHEN ITHEBMOHUU

SAK/IIOYEHUE

IIpencraBiieHHble  KJIMHHUYEcKHe  HabOJII0AeHUs
neMOHCTpUupyrT, 4yrto cuHapoM CHARGE wmoxer
COIIPOBOXKIATHCA BBIPAKEHHBIMU COUETaHHBIMU
HapyIlIeHuAMH. Y o00oux IIpobaHJ0B OTMeUeHbI
MHOXKECTBEHHbBIE BPOXKJAEHHBIE IOPOKH Pa3BUTHUSI,
XapaKTepHBIE JIA YKa3aHHOTO CHHAPOMA, a TaKxKe
Ipu3Haky T-KJIeTOYHOI0 HMMMYHOAe(UIINTA, YTO
Koppeaupyer ¢ JaHHBIMU  JIUTepaTypbl O
HapylieHuu (QOpPMHPOBAHUSA THUMYycCa BCJIENCTBHE
nedeKTOB HeEMPaJbHOTO IpebHSI.

Ocoboe BHHMAaHHE 3acCay;KHBAeT TOT (PAKT, UTO
OAVUH U3 MallieHTOB CKOHYaJCA B BO3pacTe 7
MECAIIEB OT OCJIOXKHEHUH TSKEJIOU JIBYCTOPOHHEU

[IHEBMOHUH. IJTO MNOAYEPKHUBAET KJINHHUYECKYIO
3HQUUMOCTb  HMMMYHHBIX  HapylIIeHHUd  I[pHU
cuaapome CHARGE.

PanHss IUAarHOCTHUKA MMMYHOJIOTUYECKHUX
OTKJIOHEHUH M CBOEBPEMEHHOE Ha3HadeHHE
IIPOPUIAKTUYECKUX 51 TepaleBTUYECKUX

MEPONPUATUMN SBJIAIOTCA KJIKYEBBIMH (PaKTOpaMU
B CHM)XeHHUH WHQEKIIMOHHON 3a00JjieBaeMOCTH U
yJIydIlIeHUW IIPOrHO3a [Jid JeTed C JAaHHBIM
3a00J1eBaHUEM.
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PucyHok - JIuuesbie aucmopdum y pedenka ¢ cuaapomom CHARGE
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