MonoXXUTenbHbIN pe3ynbrar:

yBeAOM/IeHUE O pe3ynbTaTax CKPUHUHIA NO NATHY KPOBU

Elevated IRT and 1 CFTR Variant Identified, Family Fact Sheet—Russian

Mporpamma CKPUHUH-
ra HOBOPOXKAEHHbIX
MUHHecoTbl

MoBbilWweHHbIN YPOBEHb MMMYHOPEaKTUBHOro TpuncuHoreHa (IRT)

u BbiaBneHue 1-ro sBapmaHta CFTR

Yro 6b110 06HaPYKEHO B X04e CKPUHUHTA
HOBOPOXAEHHOrO?

B xofie aHann3a maTepunanos, NONYYEHHbIX NOCAE POXKAEHUA
Bawero pebéHkKa, y Hero obHapyKeH BbICOKUIN YPOBEHb

IRT. IRT — 3T0 610K, BbipabaTbiBaeMbli1 MOAKENYA0UYHON
eneson. YposeHb IRT MoKeT 6bITb NMOBbILWEH MO PAAY NPUYKH,
BK/IOMAA MyKOBMCUMA03 (KUCTO3HbIN Ppubpos, CF). MocKonbKy
ypoBeHb IRT noBbIlWeH, NATHa KPOBM Ballero pebéHka bblin
npoTecTMpoBaHbl Ha 39 Hanbosiee pacnpPOCTPAHEHHbIX
M3MEHEHMUI (BapMaHTOB) reHa, KoTopblii Bbi3biBaeT CF (reH
CFTR). Y Bawero pebéHKa 0bHapyKeHO 04HO M3MEHEHME reHa

MYKOBMCLMA03a.

Y10 3TO O3Hauyaer?

Korga obHapysKMBaeTca TO/IbKO OAHO U3MEHEHWE B reHe
MYKOBMCLIMA03a, CKopee Bcero, pebEHOK ABAAETCA TObKO
HocuTtenem CF, a cam oH He 6oseeT. YTo6bl BO3HMK CF,
HeobxoAMMbl ABa USMEHEHUA B reHe MyKOBMUCLMA03a, NO3TOMY
BEPOATHOCTb TOTO, YTO Yy Bawero pebéHKa MyKosucLmao3 (oH
nopaskéH), mana. MoCcKobKY NPU CKPUHUHIE HOBOPOXKAEHHbIX
HanuMe KaXKaoro M3MeHeHMsa reHa MyKoBUCLMA03a He
npoBepsAeTcs, BCE e BO3MOXHO, 4TO y Ballero pebéHKa ecTb
BTOpPOE M3MEHEHME B reHe MyKOBMUCLMA03a, KOTOPOE MOMKET

Bbi3BaTb CF.

Yto aenatb ganviie?

Bpau Ballero pe6E&HKa MOMOXKET OpraHM30BaTb
AonoNHUTeNbHOe 06cnefoBaHUe B LEHTPE NeYeHunn
MyKOoBMUCLMA03a Y cneunannctos no CF. YTob6bl BbIACHUTD,
ecTb /1M y Ballero pebéHka CF, cneumanmcTbl NpoBeayT aHanmns
nota. AHanKn3 NoTa, CKopee Bcero, byaeT 3annaHUPOBaH,
Koraa pebéHky byaeTt okono mecaua. MnaaeHubl B Bo3pacTe
MeHbLLe 04HOro MecsLa HeJ0CTaTOYHO NOTEIOT, MO3TOMY
cneayeT NOAOXKAaThb, MOKa Pe6EHOK CTaHET HEMHOTIO CTaplue.
O 3HaYyeHUK pesynbTaToB A/1A Ballei CeMbM Bbl CMOXKeTe
NOroBOPUTb C KOHCY/IbTAHTOM MO FeHETUKE.

[omaliHuii cnpaBoYHMUK No
reHeTuKe:
http://ghr.nlm.nih.gov
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MUcTouHuKM nHpopmauun

®doHA cnaceHUa geteit C NOMOLLbIO CKPUHUHTA:
www.savebabies.org
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Yto Takoe myKoBuCUMA03?

CF — 370 3abosieBaHue, KOTOpOe BbI3blBa€T HaKoMN/ieHne I'YCTOﬁ
NINNKOWN CNU3K. DTa C/IN3b MOXKET npuUBECTU K np06nemaM C
AblXaHNem un VIHd)eKU,VIFIM NErknx. ITa CIN3b MOXKET TaKKe

3aTPYAHUTb NepeBapmBaHme NULLM OPraH13MOM.

Kakue npobnembi co 340p0BbEM 3TO MOXKET
Bbi3BaTb?

Y Kaxpgoro pebéHka CF nposasnsercsa no-pasHomy. CF —
3aboneBaHNE, COXPaHSAIOLLEECA HA MPOTAXKEHUN BCEMN KU3HM
N KOTOpPOE MOXKET NPUBECTU K CEPbE3HbIM Npobiemam co
3p0poBbem. Y aeteli ¢ CF moskeT HabntoagaTbea:

* nnoxoli Habop Beca;

® JKMPHbIE AN MACAAHWUCTbIE UCTIPAXKHEHUSR;
e OTCTaBaHuWe B pPOCTE;

® Kalesb 1 Xpunbl;

® MHOEKLMMN NETKUX.

et ¢ CF Hy»KAatoTCca B ONepaTUBHOM M TLLATE/IbHOM 1IeYEHUN.

Kakue gocTynHbl BapuaHTbl Ie4eHUnA?

Xota CF Henb3s yCTpaHUTb, CUMMATOMbI MOXHO NeunTb. Cpeamn
BO3MOHbIX METOZ0B EYEHUA:

® HasHauyeHue GepMeHTOB A/1A NyYLlero yCBOeHMA NULLK;
® 370p0OBan, BbICOKOKaOpPUiMHanA AMeTa;

® BUTAMMUHbI;

® fleKapcTBa ANA NpeaoTBpaLLeHUa UHPEKLUIA 1
obierdyeHna ablxaHus;

® pasnnyHble cnocobbl OUULLEHMA NETKUX OT CU3MN.

et ¢ CF go/mKHbI NOCeLLaTh CBOETO JIeYalllero Bpaya v Bpaya,
KOTOpbIN cneuuannsmpyertca Ha nedeHun CF.

MepBbiit aHanU3 pebEéHKa:
www.babysfirsttest.org
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