CKPUHWHIT HOBOPOXXOEHHbIX

MHOOPMALNA ONA POOUTENEN

Bcem poamBunmcs B OctoHckon Pecnybnuke npegnaraetcs CKPUHUHT
HOBOPOXAEHHbIX, YTO MOMOXET BbIIBUTb HanMyne aBaguaT O4HOro BPOXOEHOoro
3aboneBaHus. [Ins geten, MMeOLWmMX CTpaxoBKy BonNbHMYHOM Kaccbl, 3TOT aHanM3
aBnsieTca 6ecnnaTHbIM

I'Io'-lemy CKPUHUHI HOBOPOXAOEeHHbIX Heobxogum?

Llenbto CKpMHMHIOBOrO TECTUPOBAHUA ABMSETCH 3aluTa eTen OT TSHKenNbIX
NnocrneacTBUn BPOXAEHHbIX U HACNeACTBEHHbIX 3a6oneBaHnm, KOTOpble BO3MOXHO
neynTb. BeposTHOCTb, YTO Y HOBOPOXAEHHOIO €CTb BPOXAEHHAs Unm
HacneacTBeHHasn 6onesHb aensetcs 3-4%. Yactb aTnx 6onesHen aBnsoTcs
HacrneaHbiMy 6onesHsMn obmeHa BeLLecTB, rae B cryvae gedekra reHa HapyLeHo
NPOW3BOACTBO, Pa3foXeHne Unm OyHKLMKU caxapoB, XUPHbBIX KUCNOT NN NPOYMX
XUMUYECKNX BELLLECTB, YTO MOXET Bbl3BaTb Pa3fnyHble OTKMNOHEHMS 300POBbLE U
3agepxke B pasButun. bes ckpnHMHra HOBOPOXAEHHbIX HEBO3MOXHO
ANarHoCTMpoBaTh 3TN BOMEe3HN CBOEBPEMEHHO, TaK Kak paHHWE CUMMNTOMbI YacTo
OTCYTCTBYIOT NN Mano3ameTHbl. K TOMy BpemeHu, korga y pebeHka nposButca
3agepxka pasBuTuUs Unu apyrme npobnemsl Co 340pOBbEM, MO KOTOPbIM Bpay CMOr
Obl 3anN0403pUTb AaHHbIE 3aboneBaHns, HeobpaTMMoe HapyLLIEHNE 300POBbS YXKe
BO3HUKINO 1 nocrneayowee nevyeHne byaet ManodeKkTUBHbIM.

MoaTomy, NpeaoTBpaTUTL CBS3aHHbIE C 3TUMKN 3a6oneBaHUsAMU NPobnemMb! co
300POBbEM BO3MOXHO TONbKO TECTUPYS BCEX HOBOPOXAEHHbIX U BbISIBMSAS
HY>KOAOLLMXCS B NIeYEeHUN AeTel A0 NPOSIBIEHNss CUMNTOMOB 60Me3Hu.
CBoeBpeMeHHOEe reyeHne No3BonsaeT NpeaoTBpaTUTb HeobpaTuMble NOCNEACTBUSA U
pas3BuTMe pebGeHka NPOXOAUT B TAKOM CryYae HOpMarbHO.

Kak npoBoauTca nccnepgoBaHue?

Mpouenypa siBnsieTcst 6bICTPON M NPOCTON. AKyLlepka unn meacectpa 6epéty
HOBOpPOXAeHHoro Bo3pactoM 48-120 yaca HECKONbLKO Kanernb KPOBWU U3 MATKM Ha
creumarnbHylo TecT-kapTy. 3aTeM TecT-kapTa oTnpasnseTcs B nnlabopaTtoputo
KNUHUYECKMX nccneaoBaHmim Metabonmnama u CKpUHUHIa HOBOPOXXAEHHbIX LeHTpa
KIMHWUYECKOM reHeTnkM obbeanHEHHOM nabopaTtopum KnmHmnkyma TapTycKoro
YHUBEpCUTETA, e ee aHanmn3npyT N COXPaHAT B COOTBETCTBUN CO BCEMU
TpeboBaHnAMU. CANLLIKOM paHO MM CANLLKOM NO34HO (Mocne ceabMOro OHS XXU3HWN)
B3ATbIN aHaNN3 MOXET AaTb HETOYHbIN pe3ynbTaT, U AnarHo3 6onesHn MoxeT
3anosgaTthb. [ns KOHTPONS U yryylleHUs: KadyecTBa CKPUHUHIA HOBOPOXKAEHHbIX
NPOBOANTCA perynsapHbii aHOHUMHbIN aHaNU3 OaHHbIX.

MoryT nu y moero peb6eHka ObITb 3TM 60Me3HU, ecnu B Halwen ceMbe UX He
ObIno?

[a. Kak npaBuno, getu ¢ Takumm 3aboneBaHnaMM poXxaatoTcsa B CeMbsiX, rae
paHbLUe HW Yy KOro nx He 6bino. Puck ectb gaxke B TOM criyvae, ecnv gpyrue getu,
POXOEHHbIE B 3TOM ceMbe 340poBbI. [ToaToMy, poxaeHne 6onbHOro pebeHka
aBnsieTcs 06bIYHO BONbLUIOM HEOXNOAHHOCTBIO. B OCTOHMM KaxabIn rog NpUMEpHoO Y
13-15 geTten noaTBepXKAaeTcsa ogHa U3 nccnegyemoix 6onesHen.



Ho Beab mown pe6eHOK 340pOB....

Nccnenyemble 6onesHn He cBsidaHbl ¢ Npobremamm BO Bpemsi 6epeMeHHOCTH Nnu
pOAoB, N BONBLUMHCTBO MarbIWEN BbIMAAAT NOCNe POXAEHWs U B NepBble Heaenu
Xn3HM abcontoTHO 300poBbIMN. CKPUHUHT HOBOPOXAEHHbLIX NO3BONSAET
AnarHoctupoBaTb 00Me3HN 40 NPOSBAEHUSA CUMNTOMOB, YTOObI CBOEBPEMEHHO
HayaTb neyeHue.

Kak 1 y3Halo o pe3ynbTaTax CKPMHUHIa HOBOPOXXAEHHbIX?

Ecnu pesynbtatbl 6€3 OTKNOHEHWIA, TO pOAMTENEN N CEMENHBIX Bpayen 06 aTom
OTAENbHO He OMOBELLAloT, HO BCE pe3yNnbTaThl COXPaHATCS B 6a3e AaHHbIX LeHTpa
KIMHWUYECKOM reHeTukM obbeanHEHHOM nabopaTtopum KnmHmnkyma TapTycKoro
yHUBepcuTeTa n otnpasnatoTcs B [NopTane nauneHTa (www.digilugu.ee).

Ecnu B pesynbTaTe nccnenoBaHusi 0GHapPYXMTCS OTKIIOHEHWE OT HOPMbI, TO Npu
NepBOW e BO3MOXXHOCTM Mbl CBSKEMCSI C poanTensMn pebGéHka/ceMeliHbIM BpayoMm
N KaK MOXHO ObICTpee opraHvM3yem NoBTOPHLIN aHanus. Mo3aToMy o4eHb BaXKHO,
4yTOObI Ha TecT-kapTe OblNn yKasaHbl NpaBuIbHble KOHTaKTbl poauTenen n ceMenHoro
Bpava.

O3HauvaeT nv NO3UTUBHbIN CKPUHUHT, YTO Yy pebeHKa nmeeTcsa nccnegyemas
6onesHb?

HeT. Llenbto CKpUHMHIra aBnsieTcs BbisiBIIEHNE AeTeun, Y KOTOPbIX NOBbILLEHHbIAN PUCK
aTux 6onesHen. NoaTomy, NnpurnalleHme Ha NOBTOPHbLIA aHanM3 He O3Ha4vaeT
aBTOMaTU4eCKN Hanmyme 6onesHu.

CKPUMHUHI HOBOPOXAEHHbIX O4EHb BaXXeH, HO ABNAeTCA 40OPOBONbHbLIM, U KaXKabIN
poauTenb caM OTBEYaeT 3a CBOe pelleHne. Ecnu Bbl 0TKa3biBaeTECH OT CKPUHMHIA,
TO BaXHO, YTOOLI Bbl NPONHGOPMUPOBanNu 06 3TOM cCeMeNHOro Bpaya pebeHka.

Na6opaTopusi B ACTOHWUM, OCYLLIECTBNSIOLLAA CKPUHUHI HOBOPOXAEHHbIX, NPU3HaHa
Ha MeXOyHapOAHOM YPOBHE M YCMELUHO y4acTBYeT B MeXAYyHapoaHbIX NporpaMmmax
KOHTpOns kayecTBa. ManoBeposiTHO, HO MOXET BCE-TaKM CMy4YnTCs, YTO OTBETHI
aHanu3oB 6yayT NOXHO-MO3UTUBHbIE MU NOXHO-HEraTUBHbIE. TO O3HAYaEeT, YTO
MOBTOPHbIN TECT ByAeT npeasioXXeH 340pOBbIM AETAM UMK Xe HaobopoT, AeTU C
HacneacTBeHHoN 6onesHbo ocTaHyTcst HeobecnegoBaHHbIMK. MoaTomy, ecnn y
Balllero Bpaya BO3HMKHET XOTb KaKOe-TO NOA03PEeHNE Ha OAHO U3 Uccreayembix
3aboneBaHuin, TO BNOMHEe onpaBaaHo caenatb HOBble aHanu3bl.

TecT-kapThbl AN CKPUHMHIA HOBOPOXKAEHHbLIX HAXOAATCS Ha XpaHeHUM He MeHee 25
ner.

Kakune 6onesHu Tectnpytotca?

e BpoXaéHHbIN runoTnpeos

e Knaccudeckas ranakrosemus

e bonesHn obmeHa aMUHOKMCNOT
PeHNNKeTOHYpUs

BonesHb KneHoBoro cupona
TuposmHemus | Tuna
FfomMoumnCcTUHYpUS
ApruHnHemus
UntpynnuHemuna | Tuna
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o [ledonuunt BuTammHa B12
e bonesHn obmeHa opraHM4Yeckmx Kucnot
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M3oBanepuaHoBada aumaypusa
MeTunmanoHoBasa aunaypus
[MponnoHoBaga aunaypus
[MmyTtapoBas aunaypus | Tuna
MmyTtapoBas aunaypus Il Tuna

e HapylweHust o6MeHa XMPHbIX KUCIOT
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HapyLueHne oKMCneHus XXUpPHbIX KNCAOT CO cpefHen Lenbto
HapyLueHne oKMCneHust XXMPHbIX KUCAOT C ANMHHON Liernbio
HapyLueHne oKMCrneHus XXUPHbIX KUCITOT C O4eHb ANTMHHOW Lienbo
HedunumTt TpaHcnopTepa KapHUTUHA

HdednumTt KapHUTUH-aUNNKapHUTUH TPaHCIOKa3bl

[ednunT KapHUTUH-NanbMUTOWUI TpaHcdepass! |

HdeduumTt KapHUTUH-NaneMUTOUI TpaHcgepassb! I

Bonee noapobHyo nHpopmMaunio o 3aboneBaHNAX MOXHO HanUTH
https://www.kliinikum.ee/geneetikakeskus/vastsuendinute-skriining

LIeHTp KNMHMYKCKON reHeTUKM 06 beaeHEHHON
nabopatopun KnmHmnkym TapTyckoro YHuBepcuteTa
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