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FEVAEIbBEPTCKMM LIEHTP CKPUHMHIA HOBOPOX AEHHbBIX

VIHOOPMALMA 418 POAUTENEN

YBaxaemble poautenu!
Baw pebeHOK yxe poauncs uau TOoNbKO cobupaeTcs nosBUTLCA
Ha ceeT. Xenaem Bam K Balemy Mainblilly BCEro Hauaydiero.
BonblMHCTBO AeTeit poxpalTca U pacTyT 340poBbiMU. OpHaKo
CyWecTBYIOT — peakue 3abonesaHus,

BPOXAEHHbIE KOTOpble

Yy HOBOPOM[EHHbIX NO BHELWHWM MpU3HaKaM onpejennTb
HEBO3MOXHO. MpK OTCYTCTBUM NledeHns Takue 3abonesaHnsa moryt
NpUBECTM K Cepbe3HbIM HapyWeHUAM B COCTOAHWM 3[L0POBbA
pebeHKa. YTo6bl 3TOr0 He MPOM30LWN0, BCEM HOBOPOMAEHHbIM B
[epmaHun peKOMeHAYeTCA NPOBEeAEeHVE BAaXKHbIX TECTOB AN PaHHEN
AWArHOCTUKW B MNepBble AHM KWU3HWU (HEOHATaNbHbIA CKPUHUMHT).
YyacTtie B HeoHaTa bHOM CKPUHIUHIE ABAAETCA 406POBObHBLIM. [/15
nposegeHus obcneposaHus Bawero pebeHka TpebyeTcs noanuch
Ha 3asBneHnn o cornacum (xota 6bl ogHOro nuua, obnagawllero
pPOAMTENLCKUMM NPaBamu).

HeoHaTtanbHbIN

CKPUHUHI  Ha BPOXAEHHble meTabonuyeckue

HapylweHWs W  PacCTPOCTBA  IHAOKPUHHONM, KPOBEHOCHOWA,
MIMMYHHOIA, HEPBHO-MbILIEYHO CUCTEMbI

HexoTopble pefKue BpOXAeHHbIe METAbONNYECKIE, TOPMOHANbHbIE
HapyweHns © 3abonesaHus unu

KPOBEHOCHON, WMMMYHHOM

HEPBHO-MbILIEYHON CUCTEMbI MPU OTCYTCTBUW JIEYEHUS MOTYT
NPUBECTU K CEPbEe3HbIM MOBPEXAEHUAM OPraHoB, (QU3MYECKUM
WU YMCTBEHHbIM AedeKTam, TAXENbIM VHAEKUMAM U Aaxe K
cmepTu. Mpu obHapyKeHUN Ha paHHEel CTaaun NOBPEXAEHUAM
opraHos, GU3NYECKUM WM YMCTBEHHbIM fAedeKTam, TAKebIM
MHbEKUMAM 1 faxe K cmepTu. Mpu 06HapyKeHUN Ha paHHei cTagum
COOTBETCTBYlOWAsA Tepanus: MeAUKaMeHTbl, AUeTa UAKU NPUHATUE
Heo6XoAMMbIX Mep — B 6ONBLUMHCTBE CIyYaEeB MOXKET NPELOTBPATUTb
paseute 3aboneBaHWs UM CMAFYUTb €0 NOCNEACTBUS.
O6cnefoBaHue nydlle BCEro NPOBOAUTL Ha BTOPOIA UIU TPETU AeHb
KU3HN pebeHKa: HEeCKONbKO Kamneflb KPOBM HAHOCAT Ha KapTOuKy
¢ dunsTpoBanbHOM 6Gymaro M OTNPABAAIOT B CKPUHWUHTOBYIO
nabopatoputo. MogpobHoe onucaHWe OTAeNbHbIX 3a6oneBaHuin u

nposeneHnsa 06C}'Ie,CI,OBaHI/Iﬂ npueejeHbl fanee Ha cCtpaHuue 2.

CKPUHUHT HOBOPOXAEHHbIX HA  MYKOBUCLMA03

(KncTo3HbIN hrbPO3)

OAHOBPEMEHHO CO CKPUHWHIOM HOBOPOX/EHHbIX Ha BPOXAeHHble
mMeTabonnyecKne HapylWweHus W paccTpoiicTBa  3HAOKPUHHOI
KPOBEHOCHOW, MMMYHHON U HEPBHO-MbIWEYHOW CUCTEM, TOT Xe
obpasel KpoBu Balero peGeHKa MOMeT GbiTb UCCNELOBaH Ha

MYKOBMCLUMA03. Y AeTell, CTpajalolinx MyKOBUCLUAO30M, B

NEUGEBORENENSCREENING
HEIDELBERG

Nerkux v apyrux opraHax o6pa3yeTcn BA3KaA CAu3b. JTO BepeT
K NOCTOAHHOMY BOCNajseHuto OpraHoB. B pe3ynbrate Takne netun
MMEIT HeI0CTAaTOYHbIN BEC U NIOXO pactyTt

B TAMenbix cayyanx MoxeT GbiTb 3HaUMTENbHO ocnabieHa neroyHas
tyHKUMA. Llenblo CKPMHMHIA Ha MYKOBMUCLMAO03 ABNAETCA PaHHAs
AnarHocTuka 3aboneBaHus, KoTopas MO3BOMAET KaK MOXHO
paHblue HayaTb fleYeHMe M TeM CaMbiM YNYYlUTb KayecTBo W
NPOAOMIKUTENBHOCTb KU3HW AeTel, noBepeHHbIX 3a601eBaHuIo.
CornacHo MONOXEHWAM 3aKoHa O [AMArHOCTUKE TeHeTUYECKMX
3aboneBaHuii, Nepes NPOBeAEHNEM CKPUHMHIA Ha MYKOBUCLUAO3
poautenn 06s3aTenbHO  JOMKHBI  MONYYUTb  WUCYEPMBIBAIOLLYIO
nHdopmaLmio oT Bpaya. [lonoaHNUTeNbHYI0 MHDOPMALMIO O LaHHOM
3aboneBaHnu 1 npouegype npoBefeHWs 06CNeAOBaHWA MOXHO

HanTn Ha CTpaHuues.

B cooTBeTcTBMM C 3aKOHOM nocne 3aBeplieHua o6cnep,03ava
o6pa3u,b| KPOBW XPaHATCA B Te€YEeHWE Tpex mecales, nocne 4yero
YHUYTOXalTCA.

B cny4dyae 06Hap\/)KEHI/IH OMacHbIX OTKNOHEHWA B aHanuse
Tpe6y|0Tc;1 KOHTPO/IbHbIE UCCNeA0BaHNA, MO3TOMY Mbl MPOCKMM Bac
npefocTtaBuUTb CBOE Cornacue Ha nepepady AaHHbIX Yyepe3 LEeHTp
nocneaywouero Ha6mo,qu|/m B Hall CKpI/IHVIHFOBbII?I UeHTp Ansa

YTOYHEHUA pe3ynbratoB npu HEO6XOAI/IMOCTVI

YHuUBepcuTeTCKas KnnHuka Nengensbepra

LleHTp negnatpumn

LeHTp meTabonmama [lutmapa Xonna
HeoHaTanbHbIN CKPUHUHT
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HEOHATA/JIbHbIN CKPUHUHIT HA BPOXXEHHbBIE METABOJIMYECKUE
HAPYLLEHWNA, PACCTPONCTBA 9HAOKPUHHOWN, KPOBEHOCHOW,
MMMYHHOW N HEPBHO-MbILLEYHON CUCTEM

CyuiecTByloT pefKkue BpOXAeHHble MeTabonnyeckue
3aboneBaHus, ropMmoHanbHble HapyLIeHMAMpPACCTPOCTBA
KPOBEHOCHON, UMMYHHOW U HEPBHO-MbILIEYHON CUCTEM,
KOTOpble He pacno3HalTCs MO BHEWHUM NpU3HAKaM.
OHM BCTpevalwTcs MNpPUMEpPHO Yy OfHOrO0 U3 1000
HOBOPOM/JEHHbIX W NPW OTCYTCTBUM NeYeHUs MoryT
NMPUBECTM K NOBPEXAEHUAM OpPraHoB, GU3NYECKUM UK
YMCTBEHHbIM fedeKTam, TAKeNbiM UHDEKUUAM 1 faxe
K cmepTu. [ns BbIABNEHUS TaKWX 3aboneBaHuUil yxe Ha
NPOTsXeHWN 50 NeT B KayecTBe NMPodUNAKTUKM BCEM
HOBOPOX/IeHHbIM PEKOMeHAyeTCA NpoBeAeHWe aHanusa
KpPOBM MOJ Ha3BaHUEM «HeoHaTa/lbHbIl CKPUHWUHI». B
TeyeHue NOCNEAHUX NeT uccnegoBaHme 6bi10 paclnpeHo
3a cyeT apyrux 3abonesaHunin, NoaAaOLMXCA NTEYEHUIO.

Moyemy NPOBOAUTCA HEOHATANbHbIN CKPUHUHT?
BpoxaeHHble  HapylweHus  obmeHa  BelwecTtB U
paccTponcTBa 3HAOKPUHHOW, KPOBEHOCHOW, MMMYHHOM
M HEpBHO-MbILEYHON CHUCTEM HEOOXOAMMO BOBpEMs
pacno3Hate.  CBOEBpeMEHHO  HayaToe  fleyeHue,
)KenaTenbHo cpasy e nocjie poxieHus pebeHka, B
GONbIIMHCTBE Cly4YaeB NO3BONAET NPefoTBPATUTbL WK
CYLWEeCTBEHHO CMArYUTb NOCNEACTBUA BPOXAEHHOTO
3aboneBaHus.

Korga v Kak npoBoautcs ob6cnenoBaHne?

Ha BTopoii-TpeTuit aeHb u3Hu (Mexay 37-M M 72-M
4acoMm Mocie POXAEHUA) HO HE Mo3aHee, YeM BO Bpems
npoBeeHNs BTOPOronpoduaakTuyeckoroobcnenoBaHms
peberka (U2): Ha KapTouKy ¢ punbTpoBanbHoi bymaroin
HAHOCAT HECKONbKO Kanefnb KpoBU (U3 BeHbl wMan u3
MATKM) W CPa3y e MNoCje BbiCbIXaHWs OTMPaBNAT B
CKpUHUHToBYl0 nabopatopuio. Tam ob6bpasubl KpoBu
nccnenyoT € NpUMEHeHrem 0cCoObiX, OYeHb TOYHbBIX
MeTof0B aHanmsa. CToMMOCTb UCCIeJOBAHMA ONaynBaeTt
CTpaxoBas KoMMaHus.

Kakue 3a6oneBaHuns No3BoNiseT BbIABUTL 06Cne0BaHne?
Cnucok 3aboneBaHuil, Ha BbISBEHUE  KOTOPbIX
nccnepyerca obpasel Kposu, onpegeneH 0cobbim
npeanucaHnem Bceobuiero depepanbHoro KomuteTa
Bpayeil M GOHAOB MeAULMHCKOro cTpaxoBaHus (G-BA).
B Hero BxoauT 13 3aboseBaHunii oOMeHa BelecTs u 2
rOPMOHaNbHbIX HAPYLWEHUS, TAKENbIA KOMOUHUPOBAHHbIN
UMMyHoaedbnUMT,  CeprnoBUAHO-KAETOYHAsA  aHemus
(SCD) n cnuHanbHas mbiweyHas atpodus (SMA). [lanee
noApo6HO oOnucaHbl MNOCNEACTBUA M CUMMITOMbI 3TUX
3abonesaHui.

MpmepHO 'y OAHOTO U3 1000 HOBOPOXAEHHbIX
BCTpPEYaeTcs OfHO M3 3TUX HapylleHuid. B BonblNHCTBE
cemeil, B KOTOPbIX 3TO Cjy4yaeTcsi, paHee He Obian
oTMeyYeHbl Takue 3abonesanus. CTpajaowme UM getu
NpY POXAEHUN MOTYT BbIrNAAeTb aOCONOTHO 3,0POBbIMU,
MO3TOMY CKPWHWHT HOBOPOXAEHHbIX OYEHb BAXeH ANA
npohUNaKTUKN HapyLlWeHUn GU3NYECKOro U YMCTBEHHOTO
pa3suTua. ®akT nposepeHus 3Toro obcnefoBaHUA He
CBUETENbCTBYET O HANMYUU CEMENHBIX PUCKOB.

KTo nonyyaet pesynbrattecta?

OTnpaBuTesb aHanMsa Kposu B 1t06OM Cciiyyae nonyyaert
3aK/IloYeHNe CKPUHWHTOBOW nabopatopunm B TeyeHwue
HecKoNbKMxaHen.OTnpaBuTeNbHGOpMUpPYeTpOAUTENEN
npyv Hanu4uu pesynbTata, BbI3bIBAOWEro onaceHus.
B cpouHbix caydyasx nabopatopus MOMET CBA3aTbCs
HenocpeacTBeHHO C POAUTENAMU, Hanpumep, ecnu
oTnpaBuTenb HepocTyneH. [103TOMYy Mbl peKOMeHAyeM
BaM yKa3aTb Ha KapTo4Ke TeCTUPOBaHMA CBON TenedoH
1 agpec, N0 KOTOPbIM BaC MOXHO OGyaeT HAaWTK B NepBble
AHUW nocae poxaeHus pebeHka. Bo3MOXHO onTumanbHoe
paHHee BbisBNeHWe 3aboneBaHUn U CBOEBpPEMEHHOe
Hayano NneyeHUs HOBOPOXAEHHbIX B TOM clyyae, eciu
BCE — POAUTENU, KINHUKA UMW NefnuaTp U CKPUHWHIOBaA
nabopaTopus — AeiCTBYIOT CNaXeHHO 1 6e3 3aiepiKekK.

Y70 03HavaeT pesynbrarrecta?

Pe3ynbrat Tecta — 370 elle He MeAULMHCKUNA AMArHos.
Mo pe3ynbTaTy TeCTa MOXHO MO0 MONHOCTHIO UCKKUYNTD
Hanuuue HapylweHuin, NMBO NpWU HaNUYUKU NOA03PEHUN
Ha 3aboneBaHne HasHaynTb [ONONHUTENBHOE
obcneposaHue, Hanpumep, nytem NMOBTOPHOrO
B3ATMA aHanmsa. [loBTopHOe uccnefoBaHMe MOXeT
notpe6oBaTbCA TaKkKe B TOM CAy4yae, eCiu, Hanpumep,
ObiN0 HeoNnTMManbHoe BpemMs B3ATUA aHanusa uau
HejoCTaToYHOe KOMYeCTBO Matepuana Ana aHanmsa.

MOXHO N1 BbINEYUTb 3TN 3aboneBaHms?

Bce Ha3BaHHble Bbille HapylweHWs obmeHa BellecTs,
MMMYyHOZleDUUUT,  CEePNOBUAHO-KNETOYHAsA  aHemMus,
JHAOKPUHHbIE W  HEPBHO-MbllEYHbIE pPaccTpoicTBa
ABNAOTCA BPOMAEHHBIMW M MO3TOMY B GO/bLWMWHCTBE
cly4aeB Heusfneyumbl. [lawe cBoeBpemMeHHOE Hayano
NeyeHWss He  MOXEeT MOJHOCTbl  NpPeAoTBpPaTUTb
0CNoXHeHui npu Bcex 3abonesaHnsax. B nogasnawouem
6ONbWMHCTBE CNyyaeB HEOTNOXKHOe Hayano Tepanuu
nossonser 60nbHOMY pebeHKY HopmanbHO pa3BMBaThCA.
JleyeHne MoXeT BKNwYaTh B cebA cneuuanbHyw
AMeTy, npuem onpeAeneHHbIX MeAMKAMEeHTOB UK
KOHCYNbTaUMM U MHCTPYKTAX poauTeneil o npoBefeHunto
npodunakTMYeCcKUX meponpuaTuin. Mpu Noao3peHun Ha
cooTBeTCTBYUlee 3abonesaHue pebeHka obcnegyioT
cneuuanuctsl Mo ob6MeHy BeLeCTB W FOPMOHANbHbIM
3aboneBaHuam (3HAOKPMHONOIKM), BpayuU-rematonoru,
JEeTCKMWe HeBpPONOrM WAM  Bpadyu, 3aHuMMaoulMecs
3a601€BaHNAMU UMMYHHOW CUCTEMBI.

C MOMeHTa BCTYNNneHUA B cMay 3aKOHA O TeHeTUYeCcKou
AMarHoCTMKe B 2010 rogy, Komuccma no reHeTnyeckon
anarHoctuke (GEKO) npu wuHctutyte PobGepta Koxa
olleHnNa HOBOE MaccoBoe 06cnej0BaHNE AN1A BbISBNEHNA
reHeTnyecKku obycnoBaeHHbIX 3a60neBaHuii.

GEKO  BbicTymaeT 3a  BBejeHUME  CKPUHMUHIOBbIX
obcnepoBaHuii  ANA  BblABNAEHUS  paHHUX  dopm
TMpo3uHemMun | Tuna, TAKENOro KOMOUHUPOBAHHOTO
MMMyHogeduumnTa (SCID), CepnoBMAHO-KNETOYHOM
aHeMWUu 1 CMMHANbHON MbllIeYHON aTpodum



BbIAB/IAEMbIE 3ABOJIEBAHUA

ALpeHoreHMTanbHbI CUHAPOM

[opmoHanbHOe HapylleHne BcnefcTBMe AedeKTa Kopbl
HaZNoOYeYHWKOB: BUPUIM3ALMA Y [eBOYEK, BO3MOXEH
neTanbHbIl UCXOA B pe3ynbTate CONEBOr0  MCTOLLEHUA.
JleueHne: ropmoHoTepanua, MOMOXWUTENbHbIA  MNPOrHO3
(4acToTa: NPUMEPHO 1 Ha 15 000 HOBOPOXAEHHbIX).

BanuHoneiumHypus

HapyweHne meTabonusma amMWUHOKUCNOT: YMCTBEHHas
HEMOMHOLLEHHOCTb, KOMa, BO3MOMEH JIeTa/bHbI WCXOA.
JleyeHwne: cneunanbHas aneTa, B OCHOBHOM MONOXKUTENbHbI
NpPOrHo3 (YacToTa: NPUMEPHO 1 Ha 180 000 HOBOPOXAEHHbIX).

HepoctaTtoYHOCTb GUOTUHIAA3bI

HapyweHne meTabonuama 6GMOTMHA: KOXHbIE W3MEHeHUs,
MeTabonnyeckne Kpusbl, YMCTBEHHAs HEMOJHOLEHHOCTb,
BO3MOXEH fleTanbHbI ucxon. JleueHue: npuem OUOTHHA,
OY€eHb XOPOLMIA MPOrHo3 (YacToTa: NPUMEPHO 1 Ha 28 000
HOBOPOXJEHHbIX).

HapylweHue meTabonm3ma KapHUTUHA

HapyuweHre metabonuama XK1UpPHbIX KUCNOT: MeTabonnyeckne
KpU3bl, KOMa, BO3MOXEH JeTaNbHbll ucxon. JledeHue:
cneuuanbHas AveTa, O4YeHb XOPOWMI MpOrHo3 (yacroTa:
NPUMEPHO 1 Ha 600 000 HOBOPOXAEHHbIX).

lanakTo3emuns

HapylieHre meTabonusma BellecTBa, BXOAALIETO B COCTaB
NaKTo3bl (FranakTosbl): cnenota, usmyeckas U yMCTBEHHAs
HEenoJIHOLEHHOCTb, HEeAOCTATOYHOCTb MeyeHu, BO3MOMKEH
neTanbHbIN UCXod. JleyeHune: cneymanbHasa aAneTa, B OCHOBHOM
MONOXMTENbHbIA NPOrHO3 (4acToTa: MPUMEPHO 1 Ha 77 000
HOBOPOX/EHHbIX).

[nyTapoBas nymaypus, Tun 1

HapylweHne meTabonM3ma aMUHOKWUC/IOT:  BHe3anHble
metabonnyeckme Kpusbl CO  CTOMKUM  [BUraTesbHbiM
paccTpoicTBoM. JleyeHue: cneyunanbHas aveTa, B OCHOBHOM
MONOXMTENbHbIA NPOrHo3 (YacToTa: MPMMEPHO 1 Ha 140 000
HOBOPOX/EHHbIX).

[MnoTtepunos

BpoxpaeHHas runodyHKUA LUTOBUAHOW Xene3bl: TAXenoe
HapyLleHre yMCTBEHHOTO 1 hU3nNYeCKOro pa3sutu. Jleuexue:
ropMoHoTepanus, OYeHb XOPOLWWA NporHo3 (4actoTa:
MPYMepHO 1 Ha 3000 HOBOPOXAEHHbIX).

Aumnpo3 n30BanepmaHoBON KUCIOTbI

HapyweHne meTabonuMsma amMWUHOKUCNOT: YMCTBEHHas
HEeMoJIHOLLEHHOCTb, KOMa, BO3MOXEH JNeTaNbHblii WCXOA.
JleyeHne: cneumanbHas fueTta, OYeHb XOPOLWMIA MPOrHO3
(4acToTa: NpMepHO 1 Ha 90 000 HOBOPOKAEHHbIX).

[edeKTbl AVHHOLENOYEYHONM W CBEPXANNHHOLLENOYEYHO
auun-KoA-gerngporeHassl

HapyuweHne meTabonnama [/JIMHHOLENOYEYHbIX KUPHbIX
KUCNOT: MeTabonmyeckne Kpusbl, KOMa, MbllleYHas W
cepzieuHas cnabocTb, BO3MOXEH NeTanbHbIN UCXoA. JleyeHue:
cneuuanbHas gueta, HefonyleHve NeprojoB ronofaHus, B
OCHOBHOM MONOXUTE/bHbIA NPOrHO3 (YacToTa: NPMMEpPHO 1 Ha
80 000 HOBOPOM/EHHBIX).
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[JedekTbl cpeaHelenoyeyHorn aunn-KoA-gernaporeHassi
HapylweHve npou3BOACTBA 3HEPrUM W3 KUPHbLIX KUCIOT:
TUMNOrNMKEMUSA, KOMa, BO3MOXEH IeTalbHbIN ncxof. JleyeHue:
HefonylleHre NepuvoLOB rONOLAHUA, OYEeHb XOPOLIUN
MporHo3 (YacToTa: NPUMEPHO 1 Ha 10 000 HOBOPOMKEHHBIX).

®eHunketToHypusa
HapylieHne metabonmMsma amuMHOKMUCNAOTbI (eHunanaHuH:
npu OTCYTCTBUM NleYEeHUA YMCTBEHHAs HENONHOLEHHOCTb.
YcnewHoe neyeHue MOCPeACTBOM CheLUanbHOW  [UEThl,
0YeHb XOpPOLIMiA MPOrHo3 (YacToTa: MPMMEPHO 1 Ha 10 000
HOBOPOX/EHHbIX).

Tupo3uHemusa, TMn 1

HapyuweHne  metabonmMsma  amMWUHOKUCAOTbI  TUPO3WH,
npu OTCYTCTBUM NEYEHUA C NepBbiX AHEW XW3HWU BedeT K
TAXENON NaToNOrMM NEYEHU C MOSBNEHUEM KENTYXU W
CKJIOHHOCTbIO K KPOBOTEYEHWAM, HapylleHuni QYHKLUN
NnoYyeK M HeBPONIOTMYECKUM Kpu3aM. JleyeHne npu nNomoLLu
MEANKAMEHTOB (HUTU3MHOH) U ManobenKoBOM [MeThl,
MONOXMTENbHbIA NMPOrHO3 (4acToTa: NPUMEPHO 1 Ha 135 000
HOBOPOX/JEHHbIX).

TAMe bl KOMBUHUPOBAHHbI MMyHogeduunT (SCID).
MonHoe OTCYTCTBME UMMYHHOW 3aLLUTbI: Y3KE B MIaJeHYECKOM

BO3pacTe BblCOKas noaBEPHEHHOCTb I/IHCbEKLI.I/IﬂM B
coyeTaHUM C  OCNOXHeHUAMK. JleyeHne npeanonaraet
cTporoe CO6}'IIO,U,8HI/I6 TMrmneHn4eCcKnx npe,u,nmcaHMPl.

TpaHCcnnaHTaLMA KOCTHOTO MO3ra WK CTBOJIOBbLIX K/ETOK,
thepmeHTO3amecTuTENIbHASA Tepanus. OTKa3 OT CTECTBEHHOTO
BCKapMAMBaHUA, BBELEHWS XMBbIX BaKUWUH W NepennBaHus
HeobpaboTaHHbIX KpoBe3ameHuTenen. [lpu  oOTCYTCTBUM
neyeHns GONbLIMHCTBO TaKMX ETei yMUpaeT B BO3pacTe 1-2
net (YacToTa: NPUMEPHO 1 Ha 32 500 HOBOPOXAEHHDIX).

CepnoBuaHo-KkneTo4YHas aHemms (SCD)

[Jedopmauns KpacHbiXx KpoBsiHbIX Tenel, (CepnoBUAHbIX
K/IETOK) NPUBOANT K aHEMIU, MOBbILLEHHOW BA3KOCTU KPOBU 1
YXYALIEHUI0 CHaBXeHUs OpraHoB KUCOPOAOM, K IIUTE/NbHbIM
MOBPEX/AEHNAM OPraHoB, K OCTPbIM OCNIOXHEHUAM, BK/OYas:
MHhAPKT FONOBHOFO MO3ra, MOYEYHY0 HeA0CTAaTOYHOCTb,
MHhAPKT Cene3eHKN, 3apaxeHne KpoBm 1 aHemuto. MNMoaxon
K NEYEHNI0 BKJIIOYAET Pa3bACHEHUA U YKa3aHWs No NpaBuiam
noseaeHus, npodunaktuke  MHMEKLMN (Hanpumep,
BaKLMHALWMA), BBeEHMIO TMAPOKCUKapbammnaa, a Takxe, npu
HaANYMMHEOOXOAMMOCTU, NePEeNNBAHNSA KPOBU U, BOTAENbHbIX
cnyyvyasix, TPaHCMNaHTaLUUKU CTBOMOBbIX K/IETOK B KayecTBe
AanbHeiwero cnocoba neyeHus. Mpu oTCYTCTBUM NeyeHus
CYMNTOMbI MOTYT NOABUTHCA MPUMEPHO Ha 3-M MECSALLE KNU3HU
(4acToTa: NpUMeEpHO 1 Ha 3 950 HOBOPOXAEHHbIX).

CnuHanbHas mbieyHas atpocus (CMA)

[Jeduunt onpepeneHHoro Genka (6enoK BbIKMBAEMOCTYU
MoToHeiipoHoB (SMN)) npuBOAMT K nporpeccupytoLei
MbILLIEYHON €NaboCTh, CHUKEHWUIO MOTOPUKK M HapylleHuto
hyHKUMK nerkux. MprmeHseTcs ne4yebHO-cMMNTOMaTMYecKas
Tepanua  (busmoTepaneBTMyeckas, peabunuTaLMoHHas,
opToneauyeckas, ncuxonormdyeckas). llepBble CUMNTOMbI
3aboneBanua CMA T1noe o 1 1y aeteit (Hambonee yacras u
Tsenas dopma) NposBATCA 40 6-MecAYHOro Bo3pacTa.
Mpn OTCYTCTBUM NeYeHus, 3TM AeTU yMUpaloT B TeyeHue
1-2 neT (yactota: NpubAMU3UTENBHO 1 Ha 6 000 - 11 000
HOBOPOX/EHHbIX).



ANDDEPEHLMPOBAHHOE 3AABJIEHUE O COMMACUU HA HEOHATA/TbHbIN
CKPUHWHI

Ecnu Bbl cornacHbl ¢ NpoBeAEeHWEM BCEX YKA3aHHbIX UCCNeL0BaHNUIA, NPOCKM NMOANUCATbL 3aABNEHWE O COrnacum Ha
o6paTHOI CTOpOHe.

ToNbKO ecnu Bbl COrNACHbI HA OTAENbHbIE MNYHKTbI NpOorpammbl CKPUHUHIA, 3anN0/IHNUTE dpoplv\y Ha faHHOW CTpaHuue.

Mmsa/bamunus pebeHka:

[Jlata poxaeHua:
(Mnu HaKknenKa)

MHe 6bina npepocrtaBneHa MHd)OpMauMﬂ O CKPUHUHT€ HOBOPOXAEHHbIXHA BPOXAEHHbIE meTabonunyeckue 3a6OHEBaHI/I$I,
paCCTpOVICTBa 3Hﬂ,OKpVIHHOI7I, I/IMM\/HHOVI, KpOBeHOCHOPI n HepBHO-MbILIJeHHOIZ CncTtem, a TaKXe O CKPUHUHTEe
HOBOPOXAEHHbIX Ha MYKOBUCLMAO3. MHe n3BECTHO O BO3MOMHbIX HEFATUBHbIX NOCAEACTBUAX ANA MOEro p86EHKa B
Ccny4yae 0TKa3a OT HEKOTOPbIX nccnefoBaHum.

IunddepeHunpoBaHHoe 3asBieHe 0 cornacum
(nOD,I'IVILLII/ITer noA KaxablM NYHKTOM, C KOTOPbIM Bbl COFJ'IaCHbI).

A cornawatoch ¢ nposefgeHnem cnepyowmnx nccnefoBaHuim 1 nepe,qaqeﬁ HeO6XOD,I/IMbIX ONA 3TOro AaHHbIX:

() HeoHaTtanbHbIl CKPUHWHT HA BPOXAEHHbIE MeTab0oNMYeCKIe/TOPMOHaNbHbIE HAPYLIEHUs, PAacCTPONCTBa
MMMYHHOI1, KDOBEHOCHOI U HEPBHO-MbILEYHO cucTem (CTP. 2-3)

[ata, ums neyatHbiMu GyKBaMK, NOANUCH XOTA 6bl 04HOMO ANLA, 061aAAOWEr0 POAUTENLCKUMU NPABaAMU

() CKPWHWMHT HOBOPOXAEHHbIX HA MyKOBUCLMAO3 (CTP. 5—6)

[lata, ums neyatHbimMu GyKBaMK, NOANUCH XOTA 6bl 04HOMO AKNLA, 061aAA0WEr0 POAUTENLCKUMU NPaBaAMU

() B cnyyae HEOBXOAMMOCTY YTOUHEHNA PE3yNbTATOB HEOHATANbHOrO CKPUHWHTA A COrNALLAloCh Ha Nepesady
[aHHbIX Yyepes LEeHTP Nocieayiolero HabnloaeHNA B CKPUHUHTOBLIN LLeHTp B Neigenbbepre (TpeKUHr nepeaayn
AaHHbIX).

[ata, ums neyatHbiMu GyKBaMK, NOANUCH XOTA 6bl 04HOMO ANLA, 061aAAOWEr0 POAUTENLCKUMU NPABaAMU

[lata, uMs neyaTHbIMM GyKBaMU, MOAMMUCH Bpaya, NPOBOAMBLIEr0 KOHCYbTaLUMto, cor. § 8 cT. 1 GenDG (3aKoH 0 guarHocTuke

reHeTuYyeckux sabonesaHuin)

ﬂ,aHHOE 3afaB/ieHMe o cornacnuu oCctaeTcay oTnpaBuTena aHannu3oB.
O cornacum Ha nposefgeHne HeOHaATa/lbHON0 CKPUHWHIa MM OTKa3e OT OTAEJIbHbIX MYHKTOB Nporpammbl CKPUHWHTA
HEO6XO,CI,VIMO caenatb OTMETKY B COOTBETCTBYOLWMX NONAX KAPTOYKN C d}MﬂprOBaﬂbHOVI 6ymar0|7|.



CKPUHUHIT HOBOPOXAEHHbBIX HA MYKOBNCLUMNAOO3

OZHOBPEMEHHO C HeoHaTaflbHbIM CKPUHUHIOM Ha BPOMAEHHbIE
HapylweHns oOMeHa BeLeCTB, PacCcTPOACTBA 3IHAOKPUHHOIA,
KPOBEHOCHOM MMMYHHON M HEPBHO-MbILEYHON CUCTEM, Ballemy
peGeHKy npeanaraeTcs cpenatb aHaauM3 Ha MyKOBMCLMAO3.
Llenbto faHHOro obcnefoBaHWs ABAAETCA paHHAS [MArHOCTMKA
3aboneBaHns, KoTopas MO3BONAET KaK MOXHO paHblue HayaTb
NIeYeHre 1 TeM CaMbIM YYULINTL KAYeCTBO W NPOLOMKUTENBHOCTD
KU3HM NOABEPKEHHbIX 3aboneBaHuio.

nete, MposegeHne

CKPWHMHFA  Ha  MYKOBMCLMZO3  pEryiupyetcs  0CobbiMu
noNoXeHUAMM 3aKoHa 0 reHeTUYeCcKoi AnarHocTuke. Cnegytolas

|/|Hd,')opmau,|/m MOMOXeT BaM NOAroTOBUTLCA K Pa3roBopy C Bpavyom.

Y10 TaKOE MyKOBUCLMA03?

MyKoBUCLUMAO3 (TaKKe W3BECTHbI KaK KUCTO3HbIA h16po3)
ABNAETCA HACNEACTBEHHbIM 3a60N1€BaHUEM, KOTOPOEe BCTpeYaeTcs
NPYMEPHO Y OAHOr0 U3 3300 AeTel. V3meHeHne BTaK Ha3biBaeMoM
CFTR-reHe NnpvBOAUT K HAPYLLIEHWIO CONIEBOr0 0OMEHa B KENEe3NCTbIX
KNeTKkax. JT0 B CBOIO OYepefb ABAAETCA NPUYMHOI 06pa3oBaHums
BA3KOW CNM3K B AbIXaTeNbHbIX NYTAX U APYrMX opraHax, KoTopble
B pe3y/nbTaTe MOCTOAHHO BOCNANATCA. TAKECTb CMMNTOMOB
3ab0neBaHNA MOXET BapbUPOBATLCS B 3aBUCHMOCTY OT USMEHEHUS
reHoma.  Yawe Bcero orpaHuyeHa (YHKUMA NOAKENYAOYHOW
wenesbl. BcnepcTBue 3TOro AeTu € TaKMM HapylleHWeM MmeloT
HeAOCTaTOYHbI Bec M MNNoXo pacTyT. B Taxenbix chayyasax
Npu MOBTOPHbLIX THAXENbIX BOCMNANEHUAX NETKUX MOXET ObiTb

CYLLECTBEHHO HapylleHa hYHKLMUA NEerkux.

Kak neuntca mykosumcumpaos?

B HacToAuwee BpemMAa MYKOBUCLMAO3 HEUsneymm. OpHako
BO3MOXHOCTb CMAr4YeHNA ﬂpOﬂBﬂeHI/IVI 3abonesaHus pas3nnvyHbiMn
TepaneBTUYECKMUMN no3ssonaer

mepamu HEenpepbIBHO

yBENNYNBATL NMPOAOIKUTENLHOCTL KU3HW NaLMeHToB. Tepanus
npu MyKOBMCLMAO3E BK/MOYAET MHranauuu u ctusnotepanuio,
0CO6YI0 BbICOKOKANOPHIiHYIO AUETY 1 MEANKAMEHTO3HOE NleYeHme.
Kpome TOro, Heo6XoaMMo PErynfipHoO MPOXOAWUTb KOHTPOJbHbIE
o6cnefoBaHus B CMeLManu3MpoBaHHbIX Ne4ebHbIX 3aBeAeHusX,
4TOObl CBOEBPEMEHHO pearnpoBaTb Ha W3MEHEHWUA B COCTOAHWU

340pOBbsA pedeHKa.

Moyemy HeOOX0MM CKPUHUHT Ha MyKOBUCLMA03?

ﬂaHHbII7I aHa/n3 Mno3BOJIAET BbIABUTb 3360neBaH|/|e Ha paHHe|7|
CTagun. CBOEBpeMeHHO HayaTtoe nevyeHne nomoraet ynydwnTb
dJI/I3l/ILIECKOE passutune ,queVl, noaBepPXeHHbIX MYKOBUCLMAO3Y, 4TO

NnoBblWaeT NX WaHCbl Ha NPOAO/IKNTENBHYIO N 340POBYIO0 XN3Hb. .
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KaK npoBOAUTCA CKPUHUHT HAa MYKOBUCLUA03?

Kak npaBuno, AnA CKPUHWHTA Ha MYKOBWCLMAO3 He TpebyeTcs
LOMONHNTENbHBIA  3a60p KpoBW. MccnefoBaHue MpPOBOAWTCA
OAHOBPEMEHHO C HEOHATaslbHbIM CKPUHWHIOM Ha BPOMXAEHHbIE
HapyweHus o6meHa

BELeCcTB, PacCTPOMCTBA 3IHAOKPUHHOM,

KpOBeHOCHOVI MMMyHHOI?I n HepBHO-MbILLIe‘IHOI?I cucrtem,

1cnonb3yetcs TOT e obpasel KpoBu. [ins 3TOro HeCKObKO
Kanenb KpoBW (M3 BEHbl WAW M3 MATKW) HAHOCAT HAa KapTOYKy
¢ GunbTpoBanbHOM Gymaroil U OTNPABAAT B CKPUHWUHTOBYIO

naboparopuio.

Tam cHavyana nusmepsaioT ypoBeHb hepmMeHTa UMMYHOPEAKTUBHOMO
TpuncuHa (VIPT). Mpy noBbIWeHHOM NoKa3aTtefe B TOM e obpasue
KPOBM ONpeaenstoT acCcouMUpoBaHHbli C naHKpeaTutom 6enok
(PAP). Ecnu BTOpO# NoKasare/ib TaKKe NoBbllieH, NPOBOAUTCA TECT
n3Toroxe obpasuaHK (nccnegosaHmne reHoma) Ha HaMyme Camblx
pacnpoCTpaHeHHbIX TEHETUYECKUX W3MEHEeHUIN, XapaKTepHbIX
ona MyKoBucumuao3a. Mpu Hanmuum ogHOro UNU ABYX U3MEHEHUN
pesynbTat CKpUHWHra tpebyet nposepku.  [pu 3HauYMTENbHOM
nosblweHu nepsoro nokasatens (MPT) Heobxoaum KOHTPOSb
pe3ynbTaToB, B 3TOM C/ly4ae nocneayiollne TecTl He NPOBOAATCA.
CoyeTaHne 3TanoB CKPUHWHIa rapaHTUpyeT MaKcumanbHO
BO3MOXHYIO TOYHOCTb M [OCTOBEPHOCTb pe3ynbratoB. W Bce e
B OYeHb PEAKMUX CAyyasx y pebeHKa MOXeT 6biTb MyKOBUCLMA03

HEeCMOTPA HATO, YTO paHHEe nccnefoBaHMe 3TOro He NoKasano.

CornacHo MONOXEeHWAM 3aKOHa O AMArHOCTUKE TreHeTU4eCKUx
3aboneBaHuii, nepes NPOBEAEHUEM CKPUHWHTA Ha MYKOBUCLMA03
Bpay 06s3aH COOTBETCTBYWOLWMM 06pa3om MPOMHPOPMUPOBATL
poauteneit. Ecnu pogbl GbinM MPUHATHI aKyLIEPKOW, aHanu3
Ha MYKOBWCLMA03 MOXET BbiTb B3AT BPAayoM B TeYeHWe NepBbixX
yeTbipex Hepenb xu3Hu pebeHka (Hanpumep, Bmecte ¢ U2). Mpu
3TOM noTpebyeTcs AONOAHWTENbHLIA 3abop KpoBW. B oTanumm
OT CKPWHWHra Ha MyKOBMCLMA03, HeOHaTa/bHbll CKPUHWHT Ha
BPOX/eHHble HapylleHus obmeHa BelecTB, PaccTPoOCTBa
JHOKPMHHOW, KPOBEHOCHON, UMMYHHON W HEPBHO-MbILLEYHOM
CUCTEM MPOBOAUTCA B NEPBbIE 72 Yaca XU3HU pebeHKa, NOCKONbKY
GOMbLWMHCTBO 3TUX 3aboneBaHNil TpebyeT HeMeANeHHOrO Hayana

neyeHuna

O6pasel, KpoBM pebeHKa XPaHUTCA B TEYEHUE TPEX MECALEB NOCE
NpOBeAEHNsA NCCNEe0BAHNSA, NOC/E YEro YHNUYTOKAETCS.



Kak Bbl y3HaeTe 0 pe3ynbraTax CKPUHUHTA, U 4TO nocnienyeT
3a 3TUM?

Jlabopatopua cooblWunT pe3ynbTaT OTNPABUTENI0 aHanM3a KpoBwW
(Bpauy) B TeueHue 14 AHeit. OTnpasuTens npounHbopmupyet Bac o
HOpManbHOM pe3ynbTaTe CKPUHMHIA TOMIbKO NO Ballemy 3anpocy.
Ecnu pesynbtar TpebyeT npoBepKu, Bpay CBAKETCA C BaMU cCam
N HanpasuT B C['Ieu,l/la[]MBI/IpOBaHHbII?I LUEeHTP NO MYKOBMCLMAO3Y.
Pesynbtar, Tpebytowuii NpoOBepKHM, €lle He O3HayaeT, yTo Ball
pebeHok 601eH MyKOBUCLMA030M. TONbKO Y 04HOr0 pebeHKa 13 natu
npu NOBTOPHOI NPOBEpPKe AMarHo3 noareepxaerca. Ho npu atom
NMeeTCA BEPOATHOCTb NpeapacnoioXeHHOCTU K MYKOBUCLMAO3Y.
Hocutenun npeapacnosioxXeHHoCTn 340p0Bbl, HO MOrYyT nepeaarb
3TN TeHbl NO HacneacTBy. B ﬂ|060M c/nyyae Bam 6yAET npeanoxeHa
KOHCyNbTauMA No 3TMM BONpocam, B xone KOT0p0I7I Bbl nonyyunte
noapo6Hyto nHhopmauuio o pesynbratax UccnefoBaHus.

B ueHTpe MyKOBMCLMZO3a MNPOBOAWTCA  MOATBEPKAaloLiee
o6cnefoBaHue, KaK NpaBUio, Tak Ha3blBaeMblii «TeCT noTax, U
obcyxkpaatTca  nocneaylowe  feicTeus. ITOT TeCT abCOMOTHO
Ge3onacHblil 1 6e36onesHeHHbI Ans pebeHka. Pesynbrar Oyper
coobleH cpa3y ke nocne o6cnesoBaHns. BoamoxHo, notpebyiorcs
Apyrue o6cnefoBaHus.

Bbl nprH/MaeTe pelueHue 3a cBoero pebeHka

YyacTue B CKPUHUHIE HA MYKOBUCLUAO3 ABASETCS JOOPOBObLHBIM.
O6cnefoBaHMe  MPOBOAWTCA  HAa  CPeACTBA  BOMbHUYHBIX
Kacc. PesynbTathl  aHanM30B  ABAAKTCA  KOHGbUAEHLWANbHON
uHdopmaumeidr 1 He MOryT ObiTb NepeAaHbl TPETbUM JuLaM
6e3 Bawero cornacus. Jlabopatopus HanpaeiseT pe3ynbrarhl
HEMOCPEeACTBEHHO OTNPaBUTEND, KOTOPOMY MOPYYEHO CBA3ATHCSA
C Bamu B cllyyae pesynsrata, Tpebytollero nposepku. Bol nmeete
npaso B Nto6oe Bpems 0TO3BaTb CBOE COrNacue Ha npoBefeHue
CKPMHIHIa Ha MyKOBMCLMA03. PelleHue 3a nam NpoTMB NpoBeSeHNs
aHanusa [O/MKHO MPUHUMATLCA Ha OCHOBAHWKM WCYEpMbiBaloWei
nHdopmaumu. Y Bac Bceraa ectb BO3MOKHOCTb 06CyaANTb BCe CBOM

BOMPOCHI C Bpayom.

[laHHbIN reHeTUYeCcKUn aHanu3 Ha MYKOBUCLMAO3 PEKOMeHJO0BaH
Komuccreit no reHetnyeckon auarHoctuke WHctutyta Pobepta
Koxa.

CBOP U OBbPABOTKA JAHHbIX

KapTouka TecTupoBaHus, oTnpaBnsemas B LleHTp cKpuHuHTa
HOBOPOXAeHHbIX Meifens6eprcKoro LeHTpa neamaTpum, COAEPKUT
LaHHble Bawero pebeHka. Momumo damunum (BaxHo Ans
NpaBUbHON MAEHTUdMKALMM pe3ynbTaToB TecTa) Ham TpebyioTcs
Aata POXAEHUA U Hefens 6epeMeHHOCTU A NPaBUbHON OLEHKU
pe3ynbTaToB UCCIEL0BaHMA.

Take Ha KapTouke Mbl MPOCMM YyKasaTb CBOW AaHHble: ums/
tamunuto, agpec u TenetdOoHHbI HOMep. ITU AaHHbIE HEOBXOANMBI,
4Tobbl HanpsMyl0 CBA3aTbCA C BaMU B IKCTPEHHOM cnyyae.
OfHaKo TaKoe cly4yaeTcs KpaiiHe pefro. YKasaHHble B KapTouke
TECTUPOBAHMA MepcoHasbHble AaHHble Bac U Bawero pebeHka
XPaHATCA B KOMMbIOTEPHOII cucTeme leiigensbeprckoro  LeHTpa
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CKPUHMHrA HOBOPOXAeHHbIX. CPOK XpaHeHWs [AaHHbIX coCTaBaser
necsATb (10) net. Peyb MAET O MEAMLMHCKOM 3aK/I0YEHUN, KOTOPOe
B COOTBETCTBMUM C BpayebHbIMK NpotheccmoHanbHbiMU HOpMamm
[OMKHO XPaHUTLCA B TeYeHue gecatu net. OAHaKo Bbl MoXeTe 6biTb
yBEpeHbl, YTO OCTYMN K ITUM AAHHbIM UMEIOT TO/IbKO Te COTPYAHUKN
LLEHTPA CKPWUHMHIA HOBOPOM/IEHHbIX, KOTOPbIM OHW HYXHbl ANs
paboTbl. Mo NpoLecTBUN AECATU NET JaHHbIe yaanAoTCcA. [JaHHble 0
Bac v Balwem pebeHKe, a Take 06pasibl KPOBU HE UCMOMNb3YIOTCA 1
HE OLEHMBAIOTCA B APYTUX LEeNAX, OTAUYHBIX OT ONUCAHHbIX 3€Cb, a
TaKKe He nepeaaloTcs TPeTbUM AnLam. Bbl umeeTe NpaBo 3anpocuThb
y OTBETCTBEHHOrO AnLa (CM. HUKE) MHPOPMALMIO O COXPAHEHHbIX
NepcoHanbHbIX JaHHbIX Bac U Bawero pebeHka. Bbl TakKe nmeete
npaBo Tpe6oBaTb MUCNpaBNeHUs HEKOPPEKTHbIX AaHHbIX, a TaKKe
yAaNeHWUs NN OrpaHNYeHIns UCNONb30BaHNA AaHHbIX.

OTBeTCTBEHHbIM 3@ COOpP MNepcoHanbHbIX AaHHbIX B pamKax
CKPUHWHIA HOBOPOXAEHHbIX ABNAETCSA:

Mpod. a-p mes. npod. MHOTOKp. noyert. a-p leopr ®. XopdmaHH,
Ten.: 0622156-4002

E-Mail: georg.hoffmann@med.uni-heidelberg.de

MoBonpocamobpaboTku gaHHbix v cobniogeHnsa TpeboBaHuit 3akoHa
0 3alMTe AaHHbIX Bbl MOXETE 06PATUTLCA K YNOJHOMOYEHHOMY M0
3aluMTe JaHHbIX B ClefylolemM yypexaeHun: YNoNHOMOYEHHbIN No
3alUKTe AaHHbIX YHUBEPCUTETCKON KNUHUKK Xaiaensbepra, Im Neu-
enheimer Feld 672, 69120 Heidelberg (Xanaensbepr) E-Mail:Daten-
schutz@med.uni-heidelberg.de

B cnyyae HapywieHus 3aKkoHa npu 06paboTKe AaHHbIX Bbl
MMeeTe NpaBo 06paTUTbCA B CEAYIOWMIA OpraH Hag3opa:
YNONHOMOYEHHbI MO 3aluTe AaHHbIX U cBoGoAe MHhopmMauun
3emnu bageH-Bioptembepr, a/s 10

29 32, 70025 Stuttgart (WryTtrapt)

Konigstraie 10a, 70173 Stuttgart (Wtytrapr)

Ten.: 0711 615541-0, haKc: 0711 615541-15

E-Mail: poststelle@lfdi.bwl.de

Be6-canr: http://www.baden-wuerttemberg.datenschutz.de

[MpaBo oT3biBa

YyacTune B HeoHaTabHOM CKPUHUHIE ABNAeTCA ﬂ,06p0BOI]beIM. Bbl
BCerja moxete 0T03BaThb CBOe cornacue. B atom c/iydae nmerwumnecs
B HalleM pacropsXeHUW KapTOuKM TecTUpoBaHus  OyayT
YHUYTOXEHbI, a NepCoHaNbHble AaHHbIE B Haluemn KOMFIbIOTepHOVI
cnucteme —336}'IOKMPOBaHbI.

O6pa3seL 0CTaTKOB KPOBU
KapToukn € 0oCTaTOYHON KPOBbLID XPaHATCA B TeuyeHue Tpex (3)
MecsLEB, NOC/IE Yero YHNUYTOKAIOTCA.

ID29055_Unternehmenskommunikation/Medienzentrum Universitatsklinikum Heidelberg



3A4ABJIEHUE O COINJTACUMN HA HEOHATA/JIbHbIV CKPUHWHT

Ecan BbI cornacHbl ¢ nposegeHnemM HeOHaTaJibHOrTo0 CKPUHWHIa Ha BPOXAEHHbIe meTabonuyeckue HapyuweHus,
paCCTp0I7ICTBa 3H£I,OK|3VIHHOI7I, KpOBEHOCHOVI, MMMVHHOVI n HepBHO-MbILIJELJHOVI CNCTEM M HA MYKOBMCLUMAO3, MPOCUM
NOCTaBMTb MOANMUCH HA AlAaHHON CTpaHuue.

Nms/dbamnunus pebeHka:

[lata poxaeHua:
(Mnu Haknenka)

() Mue 6bina npegocTasneHa ocTaTodHas MHQOPMaLNA O CKPUHMHIE HOBOPOX AGHHbIX.

() Acornawatck Ha NpoBeaeHne y Moero pebeHKa HeoHaTanbHOro CKPUHNHIA Ha BPOX/AeHHbIe MeTabonnyeckue,
ropMOHabHble HapyLWeHUs, PacCTPONCTBA UMMYHHOM, KDOBEHOCHOW, HEPBHO-MbILIEYHO CUCTEM U
MYKOBMCLMA03, @ TAKKe Ha Nnepefayy HE0OXOAMMbIX /15 3TOTO JaHHbIX

() Bcnydae HeOBXOAMMOCTM YyTOUHEHIA Pe3yNLTAaTOB HeOHaTaNbHOrO CKPMHUHTA A COTNALanCh Ha nepeaayy AaHHbIX
yepes LeHTp Noc/eaytollero HabntoeHNs B CKPUHUHIOBBIN LLeHTp B lelifiensbepre (TPeKUHT Nepefayn LaHHbIX).

() MHe 13BeCTHO 0 BO3MOXHOI HE06X0AMMOCTM BTOPOrO CKPUHMHTA (pata).
(MpoBepeHue BToporo o6cnefoBaruns TpedyeTcs B peAKMUX Cyvanx).

O Al oTKa3bIBatoCb OT npopeaeHNA HEOHATANbHOI0O CKpUHUHIAay moero pe6eHKa. MHe n3BeCTHO 0 BO3MOXHbIX
HeraTuBHbIX NOCNEACTBUAX (He ANArHOCTUpOBaAHHbIE 3a6OI'IEBaHVIﬂ, Beayuwmne K MHBaINAHOCTU U CMepTVI).

[ata, ums neyatHbiMu GyKBaMK, NOANUCH XOTA 6bl 04HOMO ANLA, 061aAA0WEr0 POAUTENLCKUMU NPaBaAMU

[laTta, ums nevyaTHbIMU OyKBamMu, NOANMCH Bpaya, NPOBOAMBLIEr0 KOHCYNbTaLMI0, cor. § 8 ¢T. 1 GenDG (3aKoH 0 AnarHocTuke

reHeTnyecknx 3abonesaHuin)

Ecnu Bbl cornacHbl ¢ NpoBeieHeM OTAENbHbIX aHaNM30B Balluero pebeHka, NpoCUM 3anoHUTb 3asABJIEHUE O COTnacum
Ha o6paTHOIi CTOpOHe.

ﬂ,aHHOE 3aAaBJ/ieHne o0 cornacun octaeTcay oTnpaBuTena aHaan3o0B.
O cornacun Ha npoBeaeHnMe HEOHATA/IbHOIO CKPUHUHIa UanM OTKa3e OT OTAENIbHbIX MYHKTOB NporpamMmmbl CKPUHWUHTa
NOJIXKHa ObITb caenaHa OTMETKa B COOTBETCTBYHLWMNX NONAX KAPTOYKU C (bl/lﬂprOBaﬂbHOVI 6ymar017|.



