@

KINDER | UKE

MIHbopmauma ana poantenem

HeoHaTaNbHbIM CKPUHUHT

Universitatsklinikum Hamburg-Eppendorf

HAMBURG



[loporune poauntenu,

PoxaeHune Bawero pe6eHKa elle TONbKO NPeaCcTOUT UAKM YXKe Npoun3owno. Mbl Xenaem Bam BCEro CaMoro aydylue-
ro ana sawero pe6eHKa. BonbWKMHCTBO ,EI,eTeVI POXKAAOTCA 340POBbIMM M OCTAOTCA TaKOoBbIMUK. OAHAKO CyLLECTBYIOT
peakne BpoXaeHHbIe 3aboneBaHus, KOTOpble elle He/lb3A pacCno3HaTb MO BHEWHUM NMPU3HAaKaM Yy HOBOPOXAEHHbIX.
Ecnan He neunTb Takmne 3a60neBaHUA, OHU MOTYT NPUBECTN K CEPbE3HbIM HaPYyLWEHNAM B OpraHM3me pe6eHKa. YT06bI
npeaoTBPaTUTb 3TO, BCEM HOBOPOXKAEHHbIM B [epMaHMM B NepBble AHWU KMU3HWM peKoOMeHAyeTCA NPOBOAMTb BaXKHbIe
O6C/'Ie,£l,OBaHl/IF| Ha paHHelZ CTaann (HeOHaTa/'Ibell\/i CKpl/lHl/IHI'). Pacxozabl Ha O6CJ'I€LI,OBaHI/Ie MOKPbIBAKOTCA 3a CHET 0b64-
3aTe/IbHOM0 MeAMLUMHCKOrO CTPaxoBaHMA. Y4acTne B HEOHATa/IbHOM CKPUHUHIE ABNAETCA ,D,O6pOBOJ'IbeIM. [na Toro
4TOOBI NpoBeCTN 3TN NCCNefoBaHMA Y Ballero pe6eHKa, HEO6XO£I,I/IN\O Balle pa3pelleHne, KOTopoe Bbl AaeTe, NoAnncas
d)oplv\y cornacma. Bale cornacme pacnpocTpaHAeTca Ha HeoHaTa/lbHbIM CKPUHWHT, BK/IOYAOLWMI TaK Ha3blBaemble Lge-
eBble 3a60/'IeBaHl/IFI, nepevyncneHHble HMxXe, 1 Ha o6pa60TKy NnepCoHaNbHbIX AaHHbIX C LUe/1bio npoBeaeHnNA CKOUHWUHIa
HOBOPOXAEHHbIX.

HeoHaTaNbHbI CKPUHWUHT HA BPOXKAEHHbIE HapylLue-
HMA oObMeHa BelecTs, SHAOKPUHHOW, KPOBEHOCHOM,
MMMYHHOW U HEPBHO-MbILLIEYHOW CUCTEM

Penkune BporkaeHHble 3aboneBaHna obmeHa BELLECTB,
FOPMOHa/IbHblE HapYLIEHWUA WAM PACCTPOMCTBA KpoBe-
HOCHOW, UMMYHHOM 1 HEPBHO-MbILLIEYHON CUCTEM MO-
ryT MPUBECTU K MOBPEXAEHUIO opraHoB, Gpu3nyeckon
MAN YMCTBEHHOM HEMONHOLEHHOCTU, Cepbe3HbIM WH-
beKuMAaMm nan faxke cmepTu, ecam UX He nevuTb. Ecam
Pacno3HaTb WX Ha paHHeW cTaguu, To B BoNbWMHCTBE
C/y4aeB Mnpuem NekapcTs, cobaogeHne AmeTbl Uan
Apyrue cneumanbHble Mepbl MOTYT NPeaoTBPaATUTL UK
obneryntb nocneacTema 3abonesaHuaA. MccnegosaHume
Nlyylle BCero NpoBOAMTL Ha BTOPOM WUAWM TPeTUI AeHb
M3HW M3 HECKONbKMX Kaneib KPOBW, KOTOPble KanatoT
Ha cneuynanbHyto GUALTPOBaNbHYO Bymary 1 oTnpasna-
tOT B CKPMHWMHIOBYtO nabopaTtoputo. TouHas npoueaypa
obcnenoBaHMA M onucaHue OTAeNbHbIX 3aboneBaHMi
npuBeaeHbl Ha CTpaHuue 3 1 nanee.

HeoHaTanbHbIN CKPUHUHT Ha MyKOoBUCLUMNAOO03

OAHOBPEMEHHO C HeoHaTaslbHbIM  CKPUHWHIOM  Ha
BPOXAEHHbIE HAapyLleHWs obMeHa BEWeCTB, SHAOKPUH-
Hble 3aboneBaHMA, 3aboneBaHUA KPOBWU, MMMYHHblE
M HEpPBHO-MbllEYHbIe HapyweHWs, Bam npeasoxaTt
npoutn obcnenoBaHve Ha MyKOBUCUMAO03 A1A BaLIero
pebeHKa No Tomy e obpasuy Kposu. Y aeTel, cTpana-
OLLMX MYKOBUCLMAO30M, B JETKMX M APYrUX OpraHax
obpasyeTtca BA3KaA CAM3b. ITO NPUBOAMT K MX MOCTO-
AHHOMY BOCMasneHuto. B pesynstaTe AeTW 4acTo UMeLOT
HeZ0CTaTOUHbIN BEC 1 NIOXO PACTYT. B TAMKebIX cydanx
bYHKLMA Nerknx MoeT ObITb 3HAYMTENbHO HapyLLeHa.
Llenbto gaHHOTO MccnefoBaHMA ABAAETCA paHHee Aua-
THOCTMPOBAHWE MYKOBMCLMAO03a, YTOObI MOXHO OblNO

2 HeoHaTanbHbI ckpuHUHT B UKE

KaK MOXHO paHbLLe HayaTb IeYEHME N TEM CaMbIM Y/yY-
WNTb KAYeCTBO M NPOAOIKNTENBHOCTb *KU3HM BONbHbIX
netei. B cootBeTcTBUM € TpeboBaHMAMM 3aKOHa O re-
HeTUYecKol AMarHoCTMKe TepmaHuK, nepes nposese-
HMEM HEeOoHaTasIbHOrO CKPUHWMHMA Ha MyKOBMCUMAO3
HeobXoAMMO MPOKOHCY/IbTMPOBATLCA C Bpayom. bonee
noApobHyo HPopmaumo 06 3Tom 3aboneBaHUn 1 Tou-
HOM npoueaype obcneaoBaHUA MOXKHO HalTK Ha CTpa-

HuLUe 6 1 ganee.

YT0Obl B Cay4ae BbIABNEHUA OTKJAOHEHWM OT HOPMbI
HblIM NpOBeAeHbl HeOOXOAMMbIE KOHTPOJIbHbIE 0bCNe-
[0BaHWA, MPOCKM Bac A4aTb COrIache Ha nepeaavy AaH-
HbIX CMEUMann3MPOBaHHbBIM yuYpexaeHrem, obecneyn-
BalOLWMM AasbHElLLIEE IeYEHWE, B HALy CKPUHMHIOBYHO
NabopaTopmio A0 BbIACHEHUA 0OCTOATENBCTB.
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HeoHaTabHbIM CKPUHUHT Ha BPOXKAEHHbIe HapyLleHna obme-
Ha BELLeCTB, SHAOKPUHHOW, KPOBEHOCHOM, UMMYHHOM U HEpPB-

HO-MbILLUEYHOM CUCTEM

CyLLLeCTBYIOT peaKune BPOXKAEHHbIe 3abonesaHma obmeHa BelWecCTB, rOopMOHa/ibHble HapyLleHnAa N HapylweHnAa Kpose-

HOCHOM, VIMMyHHOVI n HepBHO-I\/\bILLIeLIHOl\/’I CNCTEM, KOTOPblEe Y HOBOPOXAEHHbIX elle He Pacno3HakTCA NO BHELWHMM

npusHakam. OHM BCTpeYatoTca NpMmMepHo y oaHoro 13 1000 HOBOPOXKAEHHbIX. ECM UX He N1e4YnTb, OHWM MOTyT NpuBe-

CTW K NoBpexaeHMo OpraHos, ¢M3VIL{GCKOIZ nnn YMCTBEHHOIZ HEeNO/IHOUEHHOCTHN, Cepbe3HbIM VIHCbEI-(LI,MFlM UIN Oaxe

cmepTu. YTobbl pacnosHaTth 3TM 3abonesaHms, B lepmaHun yxke 6onee 50 1eT BCeEM HOBOPOMKAEHHbBIM PEKOMEHAYeTCA

COaBaTb aHa/1N3 KPOBMU, M3BECTHbIM KaK HEOHATa /lbHbI M CKPUHWHT. B nocneaHmne roapl 3TM TeCTbl NOCTOAHHO COBEPLUEH-

CTBYIOTCS, NO3TOMY B HEOHATa/IbHbIN CKPUHWUHT BKAOYAKOTCA M APYTe NoAAatoWMecs NedeHmnto 3abonesaHus.

3auem npoBoamTCA HEeOHaTa/bHbIN CKpVIHMHI'?

Takune BpOXAEHHbIE HapylleHWs obMeHa BeLLecTB, rop-
MOHaIbHOM, KPOBEHOCHOM, MMMYHHOM WU HEPBHO-MbI-
WeYHOW CUCTEM AO0MKHbI ObiTb CBOEBPEMEHHO BbIAB-
neHbl. CBOEBPEMEHHOE SIeYeHMe B KpaTyallimMe CPOKu
nocne posxaeHua obObIYHO MO3BOASET MPenoTBPATUTH
nnu obneryntb NOCNeACTBMA BPOXKAEHHOro 3abonesa-
HUA.

Korpa v Kak npoBOANTCA CKPUHUHT?

B TeuyeHwne BTOPOro-TpeTbero AHA *KM3HW (c 37-ro no
72- Yac nocne poxAeHusA), HO He Mo3aHee BTOPOro
npoduUNaKTMYeCcKoro ocmoTpa Ballero peberka (U2),
HEeCKONIbKO Kamnesb KpoBW (M3 BEHbl MAM MATKM) Kana-
tOT Ha GWALTPOBaNbHYIO Bymary M mocsie BbICbIXaHWUA
Hemed/IeHHO OTNPaBAAlOT B flabopaToputo ANa CKpu-
HWHra. Tam 06pasLbl Cpasy e aHaAM3MPYIOTCA C MOMO-
Wpbt0 CMeumanbHbIX, OYeHb YyBCTBUTE/bHbIX METOA0B
nccnenosaHus. Pacxoabl Ha obcnesoBaHWe MOKPbIBA-
tOTCA MeAMLUMHCKOM CTpaxoBKoW. YTobbl Balw pebeHoK
BCerga Mor MNpoWTM 3TO BaXHoe obcnefoBaHWe, Mbl
[ONONHUTENBHO pa3paboTany naaH AeNCTBUIA Ha CAy-
Ya HenpeaBWAEHHbIX 06CTOATENLCTB B Ka4ecTBe Mepbl
obecneyeHna kayecTsa. B Tom manosepoaTHOM cayyae,
ecnv Hawa nabopatopma He cmoxkeT obpaboTaTb 06-
pasLbl KPOBW Ballero pebeHKa m3-3a HeMONAAOK, HaLLK
napTHepPbl NO COTPYAHUYECTBY (APYrve CKPUHUHIOBbIE
nabopatopuu) MoryT B3ATb Ha ceba NnpoBeaeHWe TecTa.
Ecnn y Bac octanmcb BOMPOCbI O CKPUHWMHIE HOBOPO-
OEHHBIX, Bbl MOXKETe 06paTUTbCA K CBOEMY Bpayy.

Ha Kakue 3a6oneBaHuNA NPOBOAUTCA TECTMPOBaHME?

3aboneBaHMsA, Ha KOTOpble MOXeT BbiTb NpoBepeH 06-
pasel KpoBM, yKasaHbl B 06A3aTeNbHON AMPEKTMBE

O6beanHeHHOro denepanbHOro KOMMTETa Bpaven n me-
OMUMHCKMX CTPaxoBbix Kacc (G-BA). Cpeam Hux 13 meTa-
6onunyeckmx 3abonesaHmit, 2 rOPMOHaIbHbIX PAacCTPON-
CTBa, TAXKE/ble KOMOUHMPOBAHHbIE UMMYHOAEDULIATI,
cepnosmnaHo-kaeTo4YHas 6onesHb (SCD) u cnvHanbHas
MblleyHas atpodus (SMA). MocneacTsms U CUMNTOMbI
3TUX 3a0071eBaHNIM NOAPOOHO ONMCAHbI HUXKE.

B obuiel cnokHOCTM 04HO 13 3TWX 3aboieBaHmin BCTpe-
YyaeTca npumepHo y ogHoro 13 1000 HOBOPOXKAEHHDbIX.
BonbWKHCTBO mccneayemblx 3abonesaHuii ABNAIOTCA
HacneaCTBEHHbIMK (reHeTuyecknumu). B 6onblmHCcTBE
3aTPOHYTbIX CEMEN paHee HWMKOrAa He Obl10 NOA0OHbIX
3aboneBaHnin. [1OCKOMIbKY MNpU POXAEHUM BOoNbHbIE
OETU MOTyT Ka3aTbCs abCoMOTHO 3[0POBbIMM, HEOHA-
Ta/lbHbIA CKPUHWHI MO3BOAUT NpPeaoTBPaTUTb Hapy-
WeHWA YMCTBEHHOIO M dusmnyeckoro passutma. Ha oc-
HOBaHWMW 3TOr0 MCCNenoBaHWA HEBO3MOXHO CAenaTb

BbIBOZbl O PUCKAX A/19 CEMbM.

KTo y3HaeT pe3ynbTaT TeCTUPOBAHMUA?

B cnydae obHapysKeHWs OTKIOHEeHWI B pesysbTaTax 0b-
CNeAoBaHUsA C BaMU HEMEAIEHHO CBAMYTCA HaNpAmyio.
Mo3TOMY YKaXWTe B TECTOBOW KapTOYKe CBOW HOMEp Te-
nedoHa v apec, No KOTOPOMY C BAMM MOMKHO CBA3ATbCS
B MepBble AHW Noc/ie poAoB. PaHHee BbiABNEHUE U Ne-
YyeHue 6ONbHBIX HOBOPOXKAEHHBIX BO3MOXHO TO/bKO B
TOM C/lyYae, ec/iv BCe 3aMHTEPECOBaHHbIE CTOPOHbI- PO-
OWUTENU, KAMHUKA UAK NeamaTp v CKpuHWHToBas nabo-
paTopua - MoryT paboTaTb BMECTe, He Tepsas BPeMEHMU.
Pe3ynbTaTbl TECTUPOBaHMSA, HE MMEIOLLME OTKNOHEHWIA,
6yayT coobLUEeHbl BaM TOAbKO MO Ballemy JMYHOMY 3a-
npocy. Pe3synbTaTbl HEOHATaNIbHOTO CKPUHMHIA ABNAIOT-
cA NpeamMeTom BpayebHoM TaliHbl M He MOTYT BbiTb Me-
penaHbl TPETbUM MUam 6e3 Ballero cornacus.



Y70 03HAYaloT pesy/ibTaTbl TECTUPOBAHUA?

Pe3ynbTaT CKPMHUHIA elle He ABNAETCA MeANLMHCKMM
[AvarHosom. Mo pesynsbratam Tecta MOXKHO Mbo npak-
TUYECKU UCKMOUUTL AMarHocTvpyemble 3abonesaHus,
mbo npu HeobXoAMMOCTM NMPOBECTM AOMOAHUTENbHOE
obcnenosaHve, Hanpumep, NoBTOPWTb TecT. OaHako
MOBTOPHbIM TECT MOXKET NOTPebOoBaATLCA 1 B TOM C/yyae,
€C/N, Hanpumep, Bpemsa B3ATUA KpoBM Bblno BbibpaHo
HeyAauyHO WM KPOBWM Ha KapTO4Ke OKa3asoCb Heao-
CTaTOYHO. B 3TUX CAyyanX, ecav Bbl COMMACHbI, aHaAN3bI
[O/MKHa NPOBOAMUTL OZ1HA W Ta e nabopaTopua.

YTo aenaTb, €Cv pe3ynbTaTbl CKPUHMHIA BbISBUIM
OTK/IOHEHUA?

Bpay coobwuT Bam, B KaKOM Cheumann3mpoBaHHOM
YYpEKAEHMN Bbl MOXKETE NPONTU yTouHsoWee obcne-
[oBaHWe BmecTe ¢ pebeHKom. ITO HeobxoaMmo ANs
TOro, 4TOHbLI NPOBEPUTL Pe3yabTaTbl 0bCef0BaHUA U,
BO3MOKHO, MPUHATH TepanesTuyeckme mepbl. B aTom
LeHTPe Bbl MOIYYMTE MCYEPMbIBAOLLYO MHDOPMALMIO O
BMOAX 0OCNEA0BAHNA U BapUAHTAX S1eYeHMs.

Kak nevatcs aT1 3abonesaHuna?

Bce ynomsaHyTble meTabonmnyeckme 3aboneBaHusa, Mm-

MyHOZEedUUNTBI,  CeprnoBUAHO-KNETOYHAA  OonesHsb,
SHAOKPUHHbBIE U HEPBHO-MbILEYHbIE PACCTPONICTBA AB-
NALOTCA BPOKAEHHBIMM U MO3TOMY B OONbLUMHCTBE CI1y-
yaeB He NoAaatoTCa neveHnto. Kpome Toro, He BO Bcex
C/ly4anx CBOEBPEMEHHOE JIeYeHNe MOKET MOMHOCTbIO
npeaoTBpaTMTL nocneacTeus 3abonesaHusa. OnHaKo
NOCNEACTBUM 3TUX BPOXKAEHHBIX HAPYWEHU MOXKHO
n3bexatb UK, NO KpaHeln mepe, CBECTU K MUHUMYMY
C MOMOLLbIO COOTBETCTBYIOWErO PaHHero nevyeHus. He-
Mea/IeHHOe NevyeHne B nodasaatowem OonblMHCTBE
C/y4aeB MO3BOMAET NOCTpajasliemy pebeHKy Hop-

Ma/IbHO Pa3BMBATbLCA.

B 3aBMCMMOCTM OT 3aboseBaHMA NeyeHne MOXKET 3a-
KNto4yaTbCA B CrneupansHol auere, npuveme onpeae-
NEHHBIX NIEKAPCTB MAM KOHCYNLTUPOBAHUW poamTeseit
no npodunakTnyeckum mepam. Cnewumanmctsl rotosbl
NPeaoCTaBUTb KOHCY/LTaLUMM M NMOMOLLb B Cay4ae no-
[03peHns Ha 3abonesaHve UAM NPW NOATBEPMHKAEHWN

[varHosa.

4  HeoHaTtanbHbIM ckpuHUHT B UKE

C MomeHmMa ecmynsaeHusA 8 cusny 3aKOHA O eeHemuye-
ckoli OuazHocmuke 8 2010 200y Komuccusa no eeHemu-
yeckoli duaeHocmuke (GEKO) npu MMHcmumyme Pobep-
ma Koxa oueHusaem Hogble CKpUHUH208ble mecmsl Ha
eeHemu4eckue 3abonesaHusa. GEKO odobpuna esede-
HUe CKPpUHUHea Ha mupo3uHemuto | muna u msaxersie
KOMOUHUpoBaHHble ummyHoOegpuuumsl (SCID), cepno-
BUOHO-KNemoYHyro 60s1e3Hb U CNUHAbHY MbIUEYHYH
ampoguto (SMA).



LleneBble 3aboneBaHuA

AppeHoreHUTaNbHbIM CUHAPOM

[opmOHanbHOe PaccTPOMCTBO, BbI3BaHHOE AedeKTOM Kopbl Haj-
noveyHnKos: MyKenogobHOCTb Y AeBOYEK, BO3SMOXKEH eTasb-
HbI MCXOZ, NPY KPUTUYECKOW NoTepe conu. JleyeHne ropmoHamu,
XOpoLwMiA NPorHo3 (4actoTa: npumepHo 1/15 000 HOBOPOXKAEH-
HbIX).

bone3Hb KNeHoBOro cnpona

[edeKT paclienneHns aMWHOKMCIOT: YMCTBEHHaA OTCTasoCTb,
KOMa, BO3MOKEH NIeTa/lbHbIN UCXOA. JledeHne C MOMOLLbIO CneLy-
a/bHOW AMETbI, MPOrHo3 06bIYHO XopoLLMi (YacToTa: okosio 1/180
000 HOBOPOMKAEHHbIX).

Oednunt 6MoTMHMAAa3bI

HapylweHune meTabonnama BUTaMMHa BUOTUHA: VIBMEHEHMA KOXKMK,
MeTaboNMUECKME KPK3bl, YMCTBEHHANA OTCTANIOCTb, BO3MOMKEH Je-
TaNbHbIN UCXo4,. JleyeHne nyTem BBEAEHWA BUOTMHA, OYEHb XOPO-
LM NPOrHo3 (YactoTa: npumepHo 1/28 000 HOBOPOMKAEHHbIX).

HapylweHunsa KapHUTMHOBOIro obmeHa

HapyweHune meTabonunama KuMpHbIX KucaoT: MeTabonnyeckue
KpW3bl, KOMa, BO3MOEH NeTalbHbIN UCXOZA, JledeHne C MOMOLLbIO
CrneunanbHoN AMETbI, O4EHb XOPOLLMIA MPOrHO3 (YacToTa: mpumep-
HO 1/600 000 HOBOPOXAEHHbIX).

[anakTo3emus

HapyweHue metabosvMama KOMMOHEHTa AaKTO3bl (ranakTosbl):
MoMyTHeHWe XpycTanuKka rnasa, GU3MUecKkas M yMCTBEHHas He-
NONHOUEHHOCTb, MEYEeHOYHAsA HEeAOCTaTOYHOCTb, BO3MONKEH
NeTaNbHbI Mcxod. JledeHue € MOMOLLbIO CreunansHol AUEeThl,
NpPorHo3 06bIYHO XopoLmit (YacToTa: npumepHo 1/77 000 HoBo-
POXAEHHbIX).

FnyTaposada aunaypma | Tuna

HapyLweHue pacliennesna aMMHOKMCAOT: BHe3anHbIi meTabonu-
YECKMI KpW3 C MOCTOAHHBIM HapyleHWem ABUraTeslbHON GyHK-
LmK. JleyeHne c MOMOLLLbIO CreLyanbHOM ANeTbl, MPOrHO3 06bIYHO
xopolLunit (4actoTa: okono 1/140 000 HOBOPOXKAEHHBIX).

[Mnotnpeos

BpoxaeHHas rMnodyHKUMA WWTOBMAHOMN enesbl: Taxenble Ha-
PYWEHMA YMCTBEHHOIO M GU3UYECKOro Pa3smTUA. SledeHue nytem
BBE/EHMA TOPMOHOB, O4EHb XOPOLLMI MPOrHO3 (4acToTa: Npumep-
HO 1/3 000 HOBOPOMKAEHHbIX).

MaoaanepmaHOBaﬂ aunaemunAa

HapylweHune paclenneHma aMUHOKUCAOT: YMCTBEHHasa OTCTa-
NNOCTb, KOMa, BO3MOXEH NeTalbHbI UCXOA,. Jle4eHne ¢ MOMOLLbIO
CrneunanbHoN AWETbI, O4EHb XOPOLLNIA MPOrHO3 (YacToTa: npumep-
HO 1/90 000 HOBOPOXKAEHHbIX).

JOedovunt LCHAD, VLCAD

HapyweHue obmeHa AMHHOLENOYEUYHbIX KUPHbIX KucaoT: Me-
TabosMYeckMe Kpu3bl, KOMa, MblWeYHas 1 cepaedHas HepocTa-
TOYHOCTb, BO3MOKEH JIETasIbHbIA UCXOA,. JledeHre € MoMOLLbo
CneunanbHon AMeTbl, UCKIOYEHUE NepuoLoB ronofaHns, obbly-
HO XopowWwuin NporHos (4acrtorta: npumepHo 1/80 000 Hosopo-
KAEHHbIX).

Oeonuymt MCAD

HapylweHue BbIpabOoTKM SHEPTUM U3 SKMPHBIX KMCAOT: TMNormnKe-
MWS, KOMa, BO3MOXKEH IeTasIbHbIA UCX0A, JledeHune nyTem UCKIo-
UEHWA NEePUOLOB roN10AaHMA, O4eHb XOPOLUMIA MPOrHO3 (YacToTa:
npumepHo 1/10 000 HOBOPOMKAEHHbIX).

deHnnKeToHypusa

HapylweHrue obMeHa aMUHOKMCIOTbI GeHnIanaHuHa: YMCTBeHHas
OTCTa/I0CTb MPW OTCYTCTBUM NleYeHNs. YCMeWHoe NeYeHne ¢ no-
MOLLbIO CIELMaNbHOM AMETbI, 04EHb XOPOLWMI NPOTHO3 (YacToTa:
0K0s10 1/10 000 HOBOPOKAEHHbIX).

TuposmHemmsa | Tuna

HapylweHune paclienneHna aMUHOKUCNOTBI TMPO3MHA, KOTOpoe
6e3 1eyeHna ¢ NepsbIX LHEN KMU3HWU MOXKET NPUBECTU K TANKENOM
ONCOYHKLMM NEYEHU C KeNTyXOM U CKAOHHOCTbIO K KpoBOTeYe-
HUAM, HapyLIEeHWIO QYHKLMW MOYEK N HEBPOSOTUYECKMM KPU3aM.
JNleyeHne npenapatom (HUTWM3MHOH) U HU3KOOENKOBOW AMETOW,
XOpOLLMIA NPOrHo3 (YactoTa: npumepHo 1/135 000 HOBOPOMKAEH-
HbIX).

Taxenble KOMOUHMPOBAHHbIE UMMYHOZEDULNTDI
(SCID)

[lonHOe OTCyTCTBME WMMMYHMUTETA: BbICOKAaA BOCMPUMMYMBOCTb
K MHOEKUMAM B COYETAHUW C UHOEKLMOHHBIMU OC/NOXKHEHUA-
MW [axe B MaafleH4Yeckom BospacTe. JleyeHue ¢ cobnogeHvem
CTPOTMX TMIMEHNYECKUX MeP MPEeAOCTOPOXKHOCTU. Tepanua ¢ uc-
MO/Ib30BaHMEM TPAHCMAAHTALLMM KOCTHOrO MO3ra MM CTBOIOBbIX
KNETOK, 3aMecTuTelbHan depmeHTHas Tepanua. U3beraiite rpya-
HOro BCKAPM/IMBAHWA, BAaKLMHALMM KMBbIMU BaKLMHAMMK UAN Ne-
penvBaHuA HeobpaboTaHHbIX MPOAYKTOB KPOBU. Mpw OTCYTCTBUM
neveHna 6onbLIMHCTBO BOMbHBIX AETEN YyMUPAOT B TeyeHue 1-2
neT (4actota: npumepHo 1/32 500 HOBOPOXKAEHHbIX)

CepnoBuaHo-KkaeTo4Has 6onesHb (SCD)

[edopmauma KpacHbIX KPOBSAHbIX Tenel, (cepnoBuaHble KNeTKK)
NPYBOAWT K aHEMWU, MOBbILIEHUIO BA3KOCTW KPOBWM U yXyAlle-
HUWIO CHABKEeHWA 0praHoB KUCA0POA0M. [oBpeXKAEHE OPTraHOB B
[0NTOCPOYHOM nepcnekTnee. OCTpble OCNOKHEHUSA, B TOM YuC/e
MHGAPKT rONI0BHOIO MO3ra, NoYeyHas HegoCTaTOYHOCTb, MHbAPKT
CeNe3eHKM, 3apaskeHne KpoBW U aHemus. [10AX0L K SedYeHuto
BK/IOYAET B ce6A pasbACHEHWE 1 PeKOMEHAALLMM MO NOBEAEHMWIO,
NPOOUNAKTURY MHOEKLUMIA (HanpUMep, BaKLMHALMIO), MPUEM TU-
[ApOKcHKapbammaa, Npu HeObXOAMMOCTU NepennBaHue KpoBU U,
B KaYecTBe [OMONHNUTENbHOIO METOA IeYeHNS, TPAHCMAHTALMIO
CTBO/IOBbIX KNETOK. Be3 seyeHns CMMNTOMbI MOTYT MPOABUTLCA
NPUMEPHO C 3-MecAYHOro Bo3pacTa (YactoTa: npumepHo 1/3 950
HOBOPOXAEHHbIX).

CnuHanbHas mblweyHana atpodua (SMA)

Lednunt onpeaeneHHoro 6eska (6enka BbIXKMBAHWUA MOTOPHbIX
HelpoHoB (SMN)) MpUBOAMT K HapacTatowel MbilleyHoW cia-
6OCTN, CHUNKEHWIO MOTOPUKM U HapyWeHUo GYHKLMU NErKuX.
JleyeHre NPOBOAMTCA C NOMOLLBIO MEAMKAMEHTOB 1 CUMMNTOMA-
Thyeckol Tepanuu (dusnoTepanus, peabuantaums, optoneams,
ncvxonorua). NMepsble CMMNTOMbI 326071€BaHMA Y AeTel ¢ UHbaH-
TMAbHOW SMA (Hambonee pacnpocTpaHeHHOW W TaAxenon dop-
MOI) NPOABAAOTCA A0 6 MecALeB. be3 NevyeHns 3T 4eTh ymu-
patoT B TeyeHne 1-2 et (dactota: npumepHo 1/6 000-1/11 000
HOBOPOMAEHHbIX).



HeoHaTanbHbIN CKPUHWNHI Ha MYKOBUNCUMNAO3

OLHOBPEMEHHO C HEOHATA/IbHbIM CKPUHUHIOM Ha BPOXAEHHbIE 6onesHn obmeHa BeWwecTB, HapyweHnA sHAOKPUH-

HOW, KpOBeHOCHOIZ, I/IMM\/HHOIZ n HepBHO-N\bILLleLIHOl\/JI CnCTeEM BaM Mnpeanoxat I'IpOl‘;ITl/I O6C/1€LI,OBaHVIe Ha MyKOBWC-

unao3 gnda sawero pe6eHKa. Lenbto AaHHOTo UCCNelOoBaHMA ABNAETCA paHHee AMArHOCTMPOBaHME MYKOBMCLMA03a,

4TODOblI MOXKHO ObIIO KaK MOXKHO paHblle Ha4aTb Jie4eHne N TemMm CaMbiM Yyy4LWLNTb Ka4eCTBO M NMPOAO/IKUTENNbHOCTb

KU3HU OeTen, CTpagatowmxX MyKOBUCLMOO030M. HeoHaTanbHbIN CKPUHWHI Ha MYKOBUCUWMAO3 PEryInpyeTca cneunaab-

HbIMM NOIOXKEHNAMM 3aKOHA O reHeTUYECKON AMArHOCTHMKeE. Cnepytouan MH(I)OpMaLI,I/Iﬂ MOMOXET BaM NoArotToBUTbCA K

KOHCYy/1bTallM C BPA4YOM.

Y710 TaKoe MyKOBUCLIMA03?

MyKOBMCUMAO3 - 3TO HaAcneAcTBeHHOe 3abonesaHue,
KOTOpbIM CTpagaeT npumepHo 1 13 3300 aeten. leHe-
TUYeCKaa MyTauuma B Tak HasbiBaemom reHe CFTR npu-
BOAMT K HapyleHWO 0BMEHa CONAMM B KNETKax Kenes.
37O ABNAETCA NMPUYMHOM 0b6pa3oBaHMA BA3KOM CAM3M
B AbIXaTeNnbHbIX MYTAX U APYrMX OpraHax, KoTopble Mno-
CTOAHHO BOCMANAIOTCA. TAXKECTb CMMMTOMOB MOXET Ba-
PbUPOBATLCA M3-3a PA3/IMUYHbIX FEHETUYECKUX MyTaLMWiA.
Yacto GyHKUMA NOAKENYAOUHOM Kenesbl orpaHnyeHa.
B pesynbrate aetn, cTpagatolime 3TMum 3aboneBaHnem,
4aCTO MMEIOT HeJ0CTaTOUHbIN BEC M MNIOXO PacTyT. B Ta-
YeNbIX Cy4anx B pesy/ibrate NOBTOPAOLUMXCA TAMKENbIX
NHEBMOHWI MOXKET 3HAUMTENbHO YXYALWNTLCA GYHKLMA
NETKUX.

Kak neuntb myKosucLnaos?

CMMNTOMbI MYKOBMCLMA032 MOXKHO YAyYWKTb MAN 0O-
NErymTb C MOMOLLBIO PA3ANYHbIX TepaneBTUYECKNX Noa-
XO[0B, B pe3y/abTaTe Yero NpoAo/KUTENbHOCTb KMU3HK
NauUMeHToOB C MYyKOBMCLIMA030M NMOCTOSHHO YBE/NMYMBA-
eTcA. JleyeHnMe MyKOBMCLUMA03a COCTOUT M3 MHMaNAUMIA
n dusnoTepannn, AMeTbl, afanTMPOBaHHOW K NoTpeb-
HOCTAM MaupMeHTa, U MeaMKaMmeHToB. Kpome Toro, Le-
necoobpasHo MNpPOBOAUTL PEeryasapHble KOHTPOJ/bHbIE
obcnenoBaHnA B CneumanmM3npoBaHHbIX YUpeXxaeHUax
No NIeYeHU0 MyKoBMCUMA03a, YTOObl CBOEBPEMEHHO

Ne4YnTb daxe paHHNE USMEHEHUA.

Moyemy nonesHo ob6cnef0BaHNE Ha MYKOBUCLLMA03?

HeoHaTtanbHbIN CKPUHWUHT Ha MYKOBUCUMNAO03 NMO3BOJIAET
NMOCTaBUTb paHHl/IIZ AMarHos. PaHHee Havano nevyeHua
MOXEeT YyAydlnTb d)VI3M‘~I€CKO€ passuTmne 60/1bHbIX ae-
Ten. ITO TaKxke yBEINYMBAET LAHCbl Ha bonee AONTYHO
N 300POBYHO XKM3Hb.

6  HeoHaTanbHbIM ckpuHUHT B UKE

KaK npoBoAUTCA HEOHATabHbIM CKPUHUHT Ha MYKO-
BMCLNAO3?

CKPUHMHI Ha MYKOBMCLMA03 06bI4HO He TpebyeT ao-
NOAHWUTENbHOIO aHaNn3a KpoBW. CKPUHMHT Ha MyKOBMIC-
UMA03 NPOBOAMTCA B TO Ke BPEMA 1 13 TOro e obpasla
KpOBW, KOTOpbIV bepeTca y Balwero pebeHKka AnA Heo-
HaTaNbHOrO CKPUHMHIA Ha BPOXKAEHHbIE MeTabonnye-
CKMe 3aboneBaHunA, HapyLIeHUA 3HAOKPUHHOM, KpoBe-
HOCHOWM, UMMYHHOM 1 HEPBHO-MbILWEYHOM cuctem. Ana
3TOT0 HECKOJ/IbKO Kamnesib KPOBW KanatoT Ha KapTouKy 13
bunbTPOBaNbHOM Bymarn 1M OTNPaBAAT B CKPUHUHIO-
Byt0o nabopaTopuio.

CHavana onpepaensetcs GepmMeHT — MMMYHOPEeaKTMB-
HbI TpuncuH (IRT). Ecam 3TOT nmoKasaTeNb MOBbIWEH, B
TOM ke obpasle KpoBW MPOBOAMTCA MOBTOPHbIN TecT
Ha MaHKpeaTWUT-accoLMmMpoBaHHbli H6enok (PAP). Ecaum
BTOPOW pe3ynbTaT TecTa TakkKe OyAeT NOBbILWEHHbIM, C
nomoulbto AHK-tecta (MccnenoBaHMA reHeTU4YecKoro
mMaTepurana) u3 Toro ke obpasla byayT BbiABAEHbI Hau-
Hbonee pacnpocTpaHeHHble reHeTUYeckne U3IMeHeHUs,
KOTOpble BCTpevatoTca npu mykosucumaose. Ecam ob-
HapyeHbl OHa WAW [Be reHHble MyTauuu, pesynbrart
CKPWMHMHIA HeObXOAMMO NPOBEPUTL. ECan yiKe nepsbii
TecT (IRT) nNokasblBaeT O4YeHb Cepbe3Hble OTKAOHEHMS,
TO pe3ynbTaT CKPUHKMHIA cam no cebe TpebyeT KOHTPO-
N8, n apyrne Tectbl 6onblwe He nposoaaTcA. Kombu-
HauMA 2TanoB TecTMpoBaHMA obecnevymBaeT MaKCK-
MasIbHYt0 TOYHOCTb M HaAEXHOCTb Pe3y/abTaToB. Tem He
MeHee, B O4EHb PEAKMX CIYHaAX MOXKET CNYyYUTbCA TaK,
41O pebeHok HoeH MYKOBUCLIMA030M, HO 3TO He b0
BbIABEHO NPW PaHHEN AMArHoCTUKe.

B cooTseTcTBMM C TpeboBaHUAMM 3aKOHa O reHeTuye-
CKOM ApMarHocTvke lepmaHuu, nepend, nposeaeHMem
HEOHaTa/IbHOr0 CKPUHWMHIA Ha MYKOBMCLUMOO3 Heob-
XOZMMO MPOKOHCY/ITUPOBATLCA C Bpadom. Ecam posbl
NMPUHUMAET aKyllepKa, CKPUHUHT Ha MYKOBMCLIMAO03 Y
Ballero pebeHKa MOXKeT ObiTb NpoBeAeH A0 4-Heaeb-



HOro BO3pacTa y Bpaya (Hampumep, BO Bpems obcne-
noBaHua U2). [na 3Toro HeobxoaMMo B3ATb elle OAnH
obpasel, KpOBU. B O0T/IMUME OT CKPUHMHIA Ha MYKOBMC-
UMA03, HEOHATaNbHbIA CKPUHWUHT Ha BPOMX/EHHble 3a-
H6onesaHnA obmeHa Belw,ecTB, HapyWweHWA ropMOHab-
HOW, KPOBEHOCHOM, MMMYHHOM M HEpPBHO-MbIEYHOM
CUCTEeM B ydLlLEeM C/y4ae NpoBOAMUTb B Nepuos ¢ 37-ro
MO 72-1 4ac XM3HW, TaK KaK B OT/IM4ME OT CKPMHMHIA Ha
MYKOBMCUMAO03, 419 DONbLIMHCTBA TecTMpyembix 3abo-
NeBaHMIA pellatolliee 3HaAYeHWe MMeeT Hemea/leHHoe
Ha4ano nevyeHuna.

YT06bI Bal pebeHOK Bcerda MOr MPOWTM 3TO BaXKHOe
obcnenoBaHmne, Mbl 4ONONHWUTEIbHO Pa3paboTann naaH
OEeNCTBUI Ha Cayvall HenpeaBuaeHHbIX 0DCTOATeNbCTB
B KauecTBe mepbl obecneyeHuns Kadyectsa. B Tom mano-
BEPOATHOM C/yyae, ecan Halla nabopatopus He cmo-
)eT 06paboTaTb 06pasLbl KPOBM Ballero pebeHKa 13-3a
HemnonazZloK, Hallk NapTHepbl MO COTPYAHUYECTBY (Apy-
rMe CKpMHUHIOBble N1abopaTopum) MOryT B3ATb Ha cebn

nposegeHne Tecra.

KaK Bbl y3HaeTe 0 pe3ynbraTax CKPUHMHIA U YTO byaeT
hanblie?

JlabopaTopusa coobwmT Bam B TeueHne 14 aHen, Tpe-
BYIOT N1 pe3ynbTaTbl AOMNONHUTENBHOTO KOHTPOAA UK
OHW B Hopme. O HOPMasbHOM pe3ynbTaTe Bam coobLaT
TONIbKO MO Balemy ABHOMY 3anpocy. Ecan pesynbrathl
TpebytoT AOMONHUTENBHOW MPOBEPKM, BPaY COOBLIMT
BaM, B KaKOM CMeLMann3vpoBaHHOM YUYpPEKAEHMIU Bbl
MOXeTe MPOWTW yTouHAtowee obcnenoBaHue BMecTe
¢ pebeHKom. ITo HeobxoaMMOo A/1A TOro, YTobbl NpoBe-
PUTb pe3ynbTaTbl 06CcNe0BaHMA U, BO3SMOXKHO, MPUHATL
TepaneBTUYECKME Mepbl. B 3TOM LEeHTpe Bbl nosnyvmTe
ncyepnblBatollyto MHbopmaumio o Buaax obcnenosa-
HWA M BapuaHTax sedyeHusa. PesynbTathl, Tpebytouime
KOHTPO/A, elle He 03HayatoT, YTo y Balwero pebeHka
MYKOBMCUMAO3. TONbKO OAMH U3 NATU AeTel C pesy/b-
TaToM, NOANIEXKALWMM NPOBEPKE, AENCTBUTENBHO HOoNeH
MyKoBMCcUMAo30M. OfHAKO CyulecTBYeT MOBbilleHHas
BEPOATHOCTb TaK Ha3blBaeMOM NPeapacnoNoKeHHOCTH.
HocuTenu reHa 340pOBbl, HO MOTYT MepeaaTb 3TOT reH
CBOMM MOTOMKam. B ntobom cnyvae Bam byaet npea-
NO’KEHO reHeTMYecKkoe KOHCY/NbTMPOBaHMeE, YTOObI Bbl
MOT/IM NONYYUTb NOAPOOHYI0 MHGOPMALIMIO O 3HAYEHUN

3TOro pesynbrata.

B cneunann3mMpoBaHHOM LIEHTPE MO IeYEHNIO MYKOBMC-
UMa03a CHavana NpoBoAMTCA NOATBEPKAAOLEee obcne-
[OBaHMe, KaK NpaBuao, TeCcT NoTa, a 3aTem ¢ BaMu 0b-
Cy)KAAOTCA BCE AanbHelWwne AencTBMA. ITOT TeCT noTa
besspeseH M 6e3601e3HeH M He O0Ka3blBAET HMKAKOro
HeraTMBHOro BO3/eMCTBMA Ha Balero pebeHKa. Pesysb-
TaT OyaeT cooblieH BaM He MO3[Hee, Yem Ha C/edyto-
WM AeHb nocae aHanmsa. MoryT notpeboBaTbecs A0-

NONHUTEe/IbHble NCCNed0oBaHNA.

Bbl pewaeTe 3a cBoero pebeHKa

Yyactne B 06cne0BaHUM Ha MYKOBMCLMAO3 ABAAETCA
[06poBONIbHLIM. Pacxoapl Ha obcnefoBaHKe NOKPbIBa-
toTCS 3a cyeT 06A3aTeNbHOr0 MeAMUMHCKOrO CTpaxosa-
HWA. PesynbTaTbl 06C1e0BaHMA ABNAIOTCA NPEAMETOM
BpayeOHOM TalHbl 1 He MOTYT BbITb NepeaaHbl TPETbMM
NMuam 6e3 Ballero cornacus. Bbl MMeeTe Npaso B Jto-
6oe Bpemsa 0TO3BaTb CBOE COrnacue Ha obcnenoBaHue
Ha MYKOBMCUMA03. PelleHne B Noib3y WAK NPOTUB 0O-
CNefioBaHMA Ha MYKOBWCLM/A03 AO0/KHO MPUHUMATLCA
Ha OCHOBe [0CTOBEepHOW MHdopmaumu. Y Bac Bcerda
€CTb BO3MOKHOCTb 0OCYAMTHL CBOM BOMPOCHI C BpaYamm.
Balle cornacve pacnpocTpaHseTcs Ha HeoHaTa/bHbIii
CKPUHMHI Ha MYKOBMCLMAO03 M 06paboTKy nepcoHasb-
HbIX AaHHbIX, HEOBXOAMMbBIX O15 STOM Lenu.

3mo 2eHemuyeckoe ckpuHUHe-0bcnedosaHuUe Ha MyKo-
sucyuoo3 o0obpeHo Komuccuell no ceHemuyeckol oua-
eHocmuke npu MMlHcmumyme Pobepma Koxa.



NHbopmauma ob 0bpaboTke BalLMX NEePCOHANbHbIX AaHHbIX

protection/patients nan ¢ nomolLblo NpuBeaeHHOro pagom QR-koaa. o Bawemy 3anpocy mbl TakKe

E E MHdopmaumio 06 0bpaboTKe BalLMX MEPCOHaNbHbIX AaHHbIX MOXHO HalTK Ha caliTe uke.de/data-
Th
a1
MOKEeM NPeaocTaBuTb MHOOPMaLMIO O 3aLLMTE AAHHbIX B MeYaTHOM BUAE.
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MpaBo Ha 0T3bIB cornacma

YyacTre B HeOHaTa/IbHOM CKPUHWHTE AB/AeTCA ,EI,O6pOBOJ'IbeIM. Bbl MmorkeTe B 11060 MOMEHT 0TO3BaTb CBOE COrnacune

C CoxpaHeHnem cunbl Ha byayliee.

OcTaTouHbIl 06paseL, KpoBu

Ecnm Bbl AaauTe cBOe cornacue, ocTaTouHbIM 0bpasel, Kposu ByaeT XpaHUTbCA B TedyeHue 12 mecaues nocae ero no-
NydeHna nabopatopuelt ans obecneyeHuns KadyecTsa M Nnocaedytoulelt NpoBepKM pesynsbTaTtos. B NpoTMBHOM cayvae
obpasel, KpoBM Ballero pebeHKa byaeT XpaHUTbCA B TeUeHMe 3 MecaLEeBs Noc/e 3aBepLieHMs BCeX aHaIM30B B COOTBET-
CTBUM C TPEOOBAHUAMM 3aKOHOAATENbCTBA, @ 3aTeM OYAeT YHUUTOXKEH.

8 HeoHaTanbHbIM cKpuHUHT B UKE



3asaBJIEHME O COMNaCKM Ha HEOHATaIbHbIN CKPUHWNHT

Ecnn Bbl X0TUTE, YTODObLI BalLEero pe6eHKa O6CJ'IE,£I,OBaﬂVI Ha BPOXAEHHbIE 3aboneBaHusa obmeHa BeWwecTs, HapyweHnAa
3H,£I,OKleHHOIZ, KpOBeHOCHOIZ, VIN\MYHHOI\/‘I n HepBHO-MbILLIe‘-IHOVI CNCTEM, a TaKXKe Ha MyKOBMCUMAO3, nomanyﬁCTa, noa-
NULWKUTECH HA 3TOM CTpaHuue.

Nma pebeHka:

[aTta poxaeHua: (Mnn knelikasa aTMKeTKa)

O fl pato cornacue Ha NpPoBedeH e HeOHaTaIbHOMO CKPMHMHIA Ha BPOXKAEHHbIe 3ab0neBaHnAa obmeHa BellecTs/rop-
MOHa/IbHble HapyleHWsa/HapylWweHUs UMMYHHOM /KPOBEHOCHOM /HEPBHO-MbILLEYHOM CUCTEMbI M Ha MYKOBMUCLM-
003y moero pebeHKa, a Takke ¢ 06paboTKOIM COOTBETCTBYIOWMX AaHHbIX M MHOOPMALMKN YHUBEPCUTETCKOMN KAUHM-
koi (UKE) u, B pamkax nnaHa AencTeui Ha caydain cboes, naptHepamu UKE. B cnyvae obHapyKeHNS OTKNIOHEHN B
pesy/nbTaTax 0bcnenoBaHna S Aako Ccoriacue Ha nepeaady MmHe/Ham pesyabTaTos Bpadom nabopatopun. B ciydae
0BHapYKEeHMA OTKNOHEHWI A TaKKe CornaceH Ha nepeaady pesyasratos obcienosaHns B BbibpaHHOe MHOM/HamK
cneumnann3mpoBaHHoe yupexaeHue, rae MoxeT bbiTb NpoBeAeHOo yTouHAoee obcaeaoBaHMe, M Ha nepeaady Um
MOMX/HALLMX KOHTAKTHbIX A@HHbIX [/151 CBA3M CO MHOM/Hamu.

[ns aanbHelwero yToYHeHUs pesynsTaToB (Hanprmep, B CyYae CAUWKOM PaHHero B3aTUA KPOBM, NOA03peHNs
Ha HaAnuMe uenesoro 3abosieBaHms), a TakiKe B Cydae HenonydeHns HeobxoaMMo 4N 3TOro BTOPO KapTOUKM
CKPMHMHTA, A COrNaceH ¢ Tem, 4tobbl Bpay 1abopaTopum CBA3aACA CO MHOM/HaMM ANA HanoMuHaHua. Cneupanm-
3MPOBAHHOE yUYpeXKAeHME, OCYLECTBAALLEE AabHelllee eYeHne, MOXKET NPOMHGOPMMPOBATL CKPUHUHIOBYIO
nabopaToputo, eCcv A/Mbl HE HAa3HAYMAW UAU He ABUAWCH Ha AMarHocTnyeckoe obcienosaHme, YTobbl nabopato-
pvs MOr/1a CBA3ATbCA CO MHOW/HamMu.

O CneuvannsnpoBaHHOE ydpexkaeHne, KoTopoe, B Clydae HeobxoAMmMocTH, byaeT Npoao/KaTh eyeHrne, MOXKeT
nepeAatb Pe3ynbTaTbl AMArHOCTUYECKOro 0b6cnefoBaHNa B 1abopaTopuio CKPMHMHIA B Lensax obecneyeHns Kade-
cTBa (Nepefaya AaHHbIX AMArHoCTMYeckoro obcaenosaHms). (B cirydae oTkasa 3To J0MKHO HbITb OTMEYEHO B KapTe
CKPUHMHTA).

O fl cornaceH c Tem, 4TO OCTATOUYHble 06PasLbl KPOBM ByayT XPaHUTLCA B TedeHUe 12 mecALeB Nocae Ux NosyvyeHus
nabopaTopueit B Lensx obecneyeHns KayecTsa v NocaeaytoLLel MPOBEPKM pe3y/bTaToB. B ciyyae oTkasa obpasetl,
YHUUTOXKaeTca yepes 3 mecsaua nocse 3aBeplleHns BCeX UCCAeA0BaHMI. (3TO TakKe A0/KHO ObiTb OTMEYEHO B
KapTe CKpWHUHTA).

O £ cornawarch C TeEM, YTO YTO aHOHUMM3MPOBAHHbI 0bpasel, MOXKeT ObITb MCMOMb30BaH ANA Aa/bHeENLero pas-
BUTMA MEAMLMHCKOW AMArHOCTUKM, AN obecneyeHns KavyecTBa MAM B aHaNOrMYHbIX HaydHbIX Lensax. (B caydyae
0TKa3a 3TO JJ0/IKHO ObITb OTMEYEHO B KapTe CKPUHUHTA).

O £l OTKa3bIBalOCh OT HEOHATa/IbHOIO CKPUHMHIA ANA cBOero peberka. MeHa npeaynpeamnamn o BOSMOXKHbIX HEraT1B-
HbIX MOCNeACTBUAX A8 Moero pebeHKa (HeBblaBieHHaa 601e3Hb, KOTOPas MOMXKET NPMBECTU K MHBANUAHOCTM U
cmepTH).

,EI,aTa, MMA NevaTHbIMK 6yKBaN\VI, noAnnCb Kak MMHMMYM O4HOIO 3aKOHHOIO ONeKyHa

[ata, damununsa neyatHbiMn GyKBaMM, NOAMUCH Bpaya, NPefocTasAoWero MHGopMaumio B COOTBETCTBMM C § 8 ab3. 1 3akoHa o reHeTuye-
cKoW amarHocTuke (GenDG)

Ecnn Bbl XOTWTe, YTOObI BalleMy pebeHKy NPOBOAMIUCH TONBKO OTAE/bHble 06CNe0BaHMA, 3aMONHUTE U NOANULLNTE
3aAB/ieHMe Ha 0OpaTHOM CTOpPOHe.

970 3aAB/EHME O COMAacKUM OCTaeTca y OTnpaBuTena obpasua.
Cornacvie Ha HeoHaTalbHbIV CKPUHWHT AW OTKas OT OTAENbHbIX YacTei MPOrpammbl CKPUHMHIA AOMKHbI ObITb OTMeYeHbl Ha GUABTPOBAb-
HoW ByMakKHOM KapTe A4/19 HeOHATaIbHOrO CKPMHWHIA B OTBEAEHHbIX /1A 3TOr0 MecTax.



OnddepeHunpoBaHHOEe 3aaBAEHNE O COrNACKMM Ha HEOHATAIbHbIN
CKPUHUHT

Ecnu Bbl cornacHbl Ha BCe NpeasioxKeHHble 06cneoBaHmaA, NoxanyncTa, NOANUWNTE 3asaBeHNe O Cornacum Ha obpaT-
HOM CTOpOHe.
ToNbKO ecnu Bbl HE XOTUTe AaBaTb COracue Ha NoJHY Nporpammy obcneoBaHmsA, 3aN0oAHUTE 3Ty CTPAHMLY.

Nmsa pebeHka:

[laTta poxaeHua: (Mnn KneWikas aTUKeTKa)

A 6bIN1 NPOMHPOPMMPOBAH O HEOHATa/IbHOM CKPUHUHIE Ha BPOXKAEHHbIe 3ab0n1eBaHMs 0bMeHa BeLLecTs/ropMoHab-
Hble HapyleHna/3abonesaHns UMMYHHOR/KPOBEHOCHON/HEPBHO-MbILIEYHON CUCTEMbI U CKPUHWUHIE Ha MYKOBUCLIM-
n03. MeHs npeaynpeannamn o BO3MOXKHbIX HEraTUBHbIX MOCAEACTBUAX 418 MOero pebeHKa, eCin A OTKaXKyCb OT OTAe/b-
HbIX YaCTel HeOHATaNIbHOTO CKPUHUMHTA.

OnddepeHumpoBaHHOe 3a8BAEHME O COMIacKm

(Homanyﬁcm, OTMETbTE TOT pPa3ae/l HeOHaTa/IbHOMo CKPUHKMHIA, C KOTOPbIM Bbl COF/'IaCHbI)

O HeoHaTasbHbIM CKPUHUHT Ha BPOXAEHHble 3abonesaHna obmeHa BellecTs/ropMoHaibHble HapylleHus/3abone-
BaHMA UMMYHHOW/KPOBEHOCHOW/HEPBHO-MbILLIEYHOW cUCTeMbI (CTp. 3-5)

O HeoHaTanbHbIV CKPUHUHT Ha MyKOBMCLIMAO3 (CTp. 6-7)

Al nato cornacne Ha HeoHaTa/lbHbIM CKPUHUMHT Moero pebeHka M 06paboTKy MHGOPMaLMK N AaHHbIX, NPeaoCcTaB-
NIeHHbIX ¢ 3ToM Uenbto UKE 1 naptHepammn UKE no coTpyaHWYECTBY B pamKax naaHa AencTBuii B caydae cboes. B
cny4ae oOHapyKeHUA OTKAOHEHWA OT HOPMbI A COMNAceH, YTobbI Bpay nabopaTtopuu nepecnan pesynstatel. B cny-
yae 0bHapyKeHWA OTKNOHEHWI A TaKKe CorlaceH Ha nepegady pesynstatos 0b6cneoBaHmsa B BbibpaHHOe MHOW/
HamW cneumanm3npoBaHHOe yupekaeHue, rae MoXeT bbiTb NPOBeAEeHO yToUHAWee obcnenoBaHne, U Ha nepe-
@24y UM MOMX/HALLMX KOHTAKTHbIX A@HHbIX /18 CBA3W CO MHOK/HamMu.

[na yTouHeHuA pesynbTaTtoB obcnefoBaHus (Hanpumep, ecan obpasel, KpoBM B3AT CAMWKOM paHo, Noao3peHme
Ha Hasnume ueneBoro 3aboneBaHnA) 1 B Cly4ae HemnoayYeHUs BTOPON CKPUHUHM-KapTbl, HEOBX0AMMOW ANS STOM
Lenn, A cornaceH, 4tobbl Bpay sabopaTopum CBA3AACH CO MHOW/HAMM ANA OTNPaBKM HanomuHaHua. Cneunanm-
3MPOBaHHOE YUYpeKaeHWe, OCyLLeCTBAAIOLLEE AalbHeNlee NeYeHme, MOXKeT NPOUHOGOPMMUPOBATL CKPUHUHIOBYHO
nabopaTopmto, ecv A/Mbl HE HAa3HaUYWMAWM UK He ABUANCL Ha AMarHocTMyeckoe obcaenosaHme, Ytobel fabopato-
PV MOINa CBA3ATLCA CO MHOIM/HamM.

O CneumannsmMpoBaHHOE yypexaeHue, KoTopoe, B Cay4ae HeobxoAMMoCTH, byaeT Npoao/KaTb NedeHne, MoXeT
nepeaaTb Pe3ynbTaTbl AMArHOCTMYECKOTO 0b6CienoBaHNA B 1abOpPaTOPMIO CKPUHMHTIA B Lendx obecneveHms Kaye-
cTBa (Nepefaya AaHHbIX AMarHocTnuyeckoro obenenosaHnsa). (B cayydae oTkasa aTo 0/KHO HbITh OTMEUYEHO B KapTe
CKPUHMHTA).

O fl cornaceH c Tem, YTO OCTaTOYHble 06pa3Libl KPOBK ByayT XPaHUTLCA B TeYeHWe 12 MmecAleB nocae Ux noayvyeHmns
nabopatopwmelt B Lenax obecneveHmna kKayecTsa U Nocaesytollet NPOBEPKM pe3ybTaToB. B cayyae oTkasa obpasel,
YHUYTOXKaeTcs Yepes 3 mecsala noc/e 3aBeplleHns Bcex MccaeioBaHmii. (3To TakKe A0MKHO HbiTb OTMEYEHO B
KapTe CKPpUHUHra).

O fl cornaceH ¢ Tem, YTO aHOHMMM3MPOBAHHbIM 0bpa3zel, MOXKET ObiTb MCMOAb30BaH A4 Aa/bHENWEro Pa3BUTUA
MeANUMHCKON ANATHOCTUKM, Ana obecnedeHmsa KauecTsa Uamn B aHaIoTMYHbIX Hay4HbIX Lensax. (B caydae oTkasa aTo
[OMKHO ObITb OTMEUYEHO B KapTe CKPUHMHTA).

[ata, nmAa nevyaTHbIMK 6yKBaMM, noanucCb Kak MMHMMYM O4HOIO 3aKOHHOIO ONeKyHa

[aTa, bamununs nevatHbiMM ByKBaMu, NOANUCHL Bpaya, NpeaocTaBastowero nHGopmaLmo B COOTBETCTBUM € § 8 ab3. 1 3aKoHa o reHeTuye-

cKoM amarHocTuke (GenDG)

970 3aABNEHWE O COMacUM OCcTaeTcs y oTnpasuTens obpasua. Cornacne Ha HEOHATabHbIN CKPUHUHT MW OTKa3 OT OTAE/IbHbIX YacTel
NPOrPaMmbl CKPUHUHIA LOMXKHbI BbITb OTMEYeHbl B GUALTPOBANbHOM BYMaXKHOM KapTe A7 CKPUHMHIA B OTBEAEHHbIX /18 3TOT0 MecTax.
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