CKPUHUHI HOBOPOXRAOEHHDbIX

NH®OPMALIMA ANA POAUTENEN

Bcem poamsimnmca 8 ICTOHCKOM PECI'IY6IWIKE npeanaraeTca CKPUHUHI HOBOPOXKAEHHDbIX,
YTO MOMOXKET BblABUTb Ha/1n4ne ABaaulaTtn O4HOIo BpoOXaeHoro 3aboneBaHus. Ona ,D,ETeﬁ,
MMeLWNX CTPaXOBKY BONbHMYHOW Kaccbl, 3TOT aHaN3 ABNAETCA 6ecniaTHbIM

Mouyemy CKPUHUHT HOBOPOXKAEHHbIX Heo6xoanum?

Llenbio CKPMHUHIOBOIO TECTUPOBAHUA ABMAETCA 3aLUUTA AETEN OT TAMKEbIX NOCAeACTBUMI
BPOAEHHbIX U HACNeACTBEHHbIX 3a60/1€BaHMI, KOTOPbIE BO3SMOXHO /IeYUTD.
BepoATHOCTb, YTO Y HOBOPOKAEHHOIO €CTb BPOXKAEHHAA UM HacneaCcTBEHHasA 6one3Hb
asnaetca 3-4%. Yactb aTux 6onesHen ABAAOTCA HacaeaHbIMKU 6one3HaAMM 0bMmeHa
BELLECTB, rae B c/iyyae aedeKTta reHa HapyLeHO NPOU3BOACTBO, PA3/IOKEHUE UIN
dYHKUMM CaxapoB, UPHbIX KUCNOT UAU NPOUYUX XMMUUYECKUX BELLLECTB, YTO MOXKET BbI3BaTb
pa3nnYHble OTKJIOHEHMA 340POBbE U 3a4€ePKKe B Pa3BUTUN. Be3 CKpUHUHIa
HOBOPOAEHHbIX HEBO3MOXHO ANArHOCTUPOBATL 3TM HOIE3HM CBOEBPEMEHHO, TaK KaK
paHHME CUMMNTOMbI YaCTO OTCYTCTBYOT UM Maio3amMeTHbI. K Tomy BpeMeHu, Koraa y
pebeHKa NpoABUTCA 3a4ePKKa Pa3BUTUA UK gpyrve npobiembl CO 340p0OBbEM, MO
KOTOPbIM Bpay CMor 6bl 3aMo403pUTb AaHHbIe 3ab601eBaHMA, HeObpaTUMOe HapyLeHne
3[,0p0BbSA Y¥Ke BO3HUK/O M Nnoc/ieaytollee neyeHne byaet manosphekTUBHbIM.

MosTomy, NpefoTBPaTUTL CBA3AHHbIE C 3TUMMU 3abonesaHmaMHK ﬂpO6HEMbI CO 340poBbem
BO3MOXHO TOJIbKO TECTUPYA BCEX HOBOPOXAEHHbIX U BblABNAA HYXAAO WKNXCA B 1e4eHUN
,u.eTe17| A0 NpoABNEHUNA CMMNTOMOB 6onesHu. CBoeBpemeHHOe neyeHne no3sondAeT
npeaoTBpaTuUTb HeOﬁpaTMMble nocneacTesnAa U passutune pe6eHKa npoxXoAauT B TAKOM
CcQlydae Hopma/sibHO.

Kak npoBoauTtca uccnegosaHme?

Mpoueaypa asnsetca 6bICTPOW M NpoCcTON. ARyLwepKa Unn meacectpa 6epéty
HOBOPOXAEHHOro Bo3pactom 48-120 yaca HECKONbKO Kanesb KPOBU U3 NATKU Ha
CnewunanbHyo TeCT-KapTy. 3aTem TecT-KapTa OTNPaBAAEeTCA B 1abOPaTOPUIO KANHUYECKMX
nccnefoBaHnin metabonsama M CKpUHUHIA HOBOPOXKAEHHDBIX LIEHTPA KAMHUYECKON
reHeTuKM obbegMHEHHOM nabopaTtopun KnuHMKyma TapTyCcKOro yHUBEPCUTET], Fae ee
QHaNN3UPYIOT M COXPAHAOT B COOTBETCTBMM CO BCeMU TpeboBaHMAMN. CNULLIKOM PaHO UK
C/VILLKOM NO34HO (nocne cefbMOro AHA XU3HU) B3ATbIA aHAIM3 MOXKET AaTb HETOUHbIN
pe3ynbTaT, U AnarHo3 601e3HN MOXKET 3an034aTb. 1A KOHTPOAA U yAyYLeHUs KayecTBa
CKPUHWHIA HOBOPOXAEHHbIX NPOBOANTCA PEryAAPHbLIA AQHOHUMHBIA aHANN3 J@HHbIX.

MoryT nin y moero pebeHKa 6biTb 3TM 60/1€3HU, €c/in B Hallel cembe UX He 6b110?

[a. Kak npaBunio, 4eTu € TakMMM 3a601€BaHUAMM POXKAAIOTCA B CEMbAX, TAE PaHbLUe HU Y
KOTro MX He bbl10. PUCK eCcTb AarKe B TOM C/lyyae, eCn Apyrue AeTu, PoXAEHHbIe B 3TON



cembe 340p0Bbl. [oaToMy, poxaeHue bonbHoro pebeHKa aBaseTca 06blYHO 60/bLLON
HEOXMAAHHOCTbI. B 3CTOHUM KaxKabiii rog npumepHo y 13-15 aeteit noatsep:kaaerca
OfiHa M3 uccnesyembix 6onesHeln.

Ho Beab moit pe6eHOK 340pO0B....

Nccnepyemble 60n1€3HN He cBA3aHbI € Tpobaemamu Bo Bpemsa 6epemeHHOCTM nan poaos,
1 6ONBbLUMHCTBO Mabllei BbIFIAAAT NOC/AE POXKAEHUA U B NepBble HeAeNn KU3HU
ab6contoTHO 380p0BbIMU. CKPUHUHT HOBOPOXKAEHHbIX NO3BONAET ANArHOCTUPOBATH
60/1€3HM 40 NPOABAEHNA CUMNTOMOB, YTOObI CBOEBPEMEHHO HAYaTb JIeueHue.

Kak A y3Halo 0 pe3ynbTaTax CKPUHUHIA HOBOPOXAEHHbIX?

Ecnm pesynbTaTbl 6€3 OTKAOHEHWI, TO POAUTENIEN U CEMEIHbIX Bpayein 06 3TOM OTAENbHO
He OMOBEeLLAIOT, HO BCE pe3y/bTaTbl COXPAHAOTCA B 6a3e 4aHHbIX LLeHTPa KANMHUYECKOM
reHeTUKn obbeanHEHHOM Nabopatopmm KnnHMKyma TapTycKoro yHuBepcuTeTa u
oTnpasnatoTca B NopTtane naymeHTa (www.digilugu.ee).

Ecnu B pesynbraTe UCCeA0BaHUA 06HAPYKUTCA OTKNOHEHWE OT HOPMbI, TO MPU NEPBOM
e BO3MOXKHOCTU Mbl CBAXKEMCSA C poanTeNAMN pebEHKa/cemeiHbIM BPaYoM M Kak MOXKHO
6bicTpee opraHM3yem NOBTOPHbIN aHau3. Mo3TOMY OYEHb BasKHO, YTOBbI Ha TeCT-KapTe
6b111 yKa3aHbl MPaBUIbHbIE KOHTAKTbl POAUTENIEN U CEMEMHOTO Bpaya.

O3HayvaeT 11 NO3UTUBHbIN CKPWUHUHTI, YTO Y pEGEHKa unmeeTtca nccaegyemasn 6onesHb?

HeT. Llenbto CKpUHUHIa ABNAETCA BblABAEHUE neven, Y KOTOPbIX NOBbILIEHHbIN PUCK 3TUX
6onesHei. MosTomy, npurnaweHme Ha FIOBTOprIl‘;I dHa/1M3 He O3Ha4YaeT aBTOMaTUYECKU

Hanuume 6one3HMU.

CKPUHMHT HOBOPOXKAEHHbIX O4EHb BaYKeH, HO ABAAETCA A06POBOJIbHBIM, U KaXKAbli
poAmMTeNib cCam OTBeYaeT 3a cBoe pelueHune. Ecnun Bbl OTKasbiBaeTeCb OT CKPUHMHTA, TO
Ba*KHO, YTOObI Bbl NPOMHbOPMMpPOBaAN 06 STOM CEMENHOrO Bpaya pebéHka.

NabopaTtopusa B ICTOHUM, OCYLLECTBAAIOLLAA CKOUHUHT HOBOPOXKAEHHbIX, NPU3HaHa Ha
MEeXAYHAaPOAHOM YPOBHE M YCNELUHO YY4acTBYeT B MeXAYHapOoAHbIX Nporpammax
KOHTPO/1A KayecTBa. ManoBepoATHO, HO MOXET BCE-TaKM CIYYMTCA, YTO OTBETbI aHANN308
6yAyT NOXKHO-NO3UTUBHbIE MW JIOXKHO-HEraTUBHbIE. ITO 03HAYAET, YTO MOBTOPHBLIN TecT
6yaeT NpelNioXKeH 340P0BbIM AETAM UK e Ha0boPOT, AETH C HACNEeACTBEHHOM
60/1€3HbI0 OCTaHYTCA HeobcneaoBaHHbIMU. [TO3TOMY, eCAK Y BaLLEro Bpaya BO3HUKHET
XOTb KaKoe-To NoA03peHne Ha 04HO U3 Uccaeayembix 3aboneBaHui, To BNoaHe
onpaBAaHo caenaTb HOBble aHaU3bI.

TecT-KapTbl ANA CKPMHUHIA HOBOPOMKAEHHbIX HAXOAATCA Ha XpaHeHUU He meHee 25 ner.

Kakue 6one3Hu Tectupytotca?

o  BpoXKAEHHbIM rMNOTUPEOD3
e  KJjlaccuyeckad ranakrosemus
e  bone3Hn obMeHa aMMHOKUCNOT

o ®eHunketoHypusa
bosesHb KNeHoBOro cupona
TuposnHemma | Tuna
FromoumcTuHypus

O O O O

AprmHuHemua
UutpynnmHemua | Tmna
o [ednumnt BUTammHa B12
e  bone3Hn obMeHa OpraHNYeckmUx KUCNoT
o MW3oBanepuaHoBas aunaypus
o MeTtunmanoHosasa aumaypusa
o [ponvoHoBasa aunaypwma
o [nytaposasa aumaypwma | Tna
o [nytaposasa aunaypua ll Tuna
e  HapyweHuns obmeHa XUPHbIX KNCNOT
HapyLueHne oKMCNeHUA KUPHbIX KUCNOT CO CpesHel Lenbio
HapyLieHne OKUCAEHUA KUPHBIX KUCAOT C AJIMHHON Lienblo
HapyLueHne OKUCAEHUA KUPHBIX KUCAOT C O4EHb AJIMHHOM LEenbto
JednumnT TpaHcnopTepa KapHUTMHA
OednumnT KapHUTUH-ALMNKAPHUTUH TPAHCAOKa3bl
Oednumnt KapHUTUH-NanbMuUTOUA TpaHchepasbl |

O O O O O O

OednunT KapHUTUH-NanbmmuTomA TpaHcdepasbl I

Bonee noapobHy MHPOPMaLMIO 0 3a601EBAHMAX MOXKHO HATH:
https.//www.kliinikum.ee/geneetikakeskus
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