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FEVMAENTbBEPICKN LIEHTP CKPUHMHIA

HOBOPOXAEHHbIX

NMHOOPMALUMA 019 POOUTENEN

YBaxaemble poautenn!

Balw pebGeHOK yxe poauics wWaM TONbKO cobupaercs
nosBUTLCA Ha cBeT. Y{enaem Bam 1 BalllemMy Masnbllly BCero
Haunydwero. BoNbWNWHCTBO AeTeil powAaloTCca U pacTyT
3p0poBbiMKU. OAHAKO CYLeCTBYIOT peAKue BPOKAEHHbIe
3aboneBaHus, KoTopble Yy HOBOPOX/EHHbIX MO BHEWHUM
npu3Hakam onpeaennuTb HEeBO3MOXHO. [pu oTCyTCTBMM
neyeHus Takme 3aboneBaHNAs MOryTNPUBECTU K CEPbEe3HbIM
HapylWeHUAM B COCTOSIHMM 3[0pOBbA pebeHKa. YToObl
3TOr0 HEe MPOU30LLN0, BCEM HOBOPOXAEHHbIM B fepmaHum
pPEKOMEHYETCA NPOBEAEeHNE BAXHbIX TECTOB A/ paHHeN
AWArHOCTUKW B MepBble [OHW XWU3HM (HeoHaTaNbHbIN
CKPUHWHT). Y4acTue B HeoHaTabHOM CKPUHUHIEe ABAAETCA
106poBObHbIM. [1Ns NpoBefeHus 06cnen0BaHMA Balero
pebeHka TpeGyeTcs MOANMCbL HA 3asBNEHUM O COrNacum
(xoTA 6bI ogHOro nuua, 06nagarUero PoAUTENLCKUMM
npaBamm).

HeoHaTaNbHbI CKPUHWHT Ha BPOX/JEHHble MeTabo-
NNYecKne, ropmoHanbHble HapyweHusa u 3aboneBaHus
VUMMYHHOM CUCTEMBI

HekoTopble peakue BpOXAeHHble MeTabonuyeckue,
ropMoHanbHble HapyweHus u 3aboneBaHus UMMYHHOMN
CUCTEMbl MPU OTCYTCTBAM NEYEHUS MOTYT MPUBECTU K
Cepbe3HbIM  MOBPEXAEHUAM  OpraHoB, (U3MYECKUM
NN YMCTBEHHbIM AedeKTaM, TAKENbIM WHMeKuUsm u
paxe K cmeptu. MNpu o6HApPYXEHUN HA paHHEN CTaaum
COOTBETCTBYIOWLAA Tepanua: MeJUKaMeHTbl, AueTa uau
NPUHATME HEOOXOANMbIX Mep — B 6OMbLWIWHCTBE Cly4YaeB
MOXeT npeaoTBpaTUTb passuTUe 3aboneBaHus UM
CMArYUTL ero nocneactsusa. O6cneoBaHme nyyiie BCEro
NPOBOAUTL HA BTOPOW WU TPETUIN AEHb KU3HU pebeHKa:
HECKONbKO Kaneflb KPOBM HAHOCAT HA KapTOYKy C
huUnbTpoBaNbHOW Gymaroi 1 OTNPaBAAIOT B CKPUHWUHIOBYIO
nabopatoputo. logpo6GHoe  onucaHue  OTAENbHbIX
3aboneBaHuii n nposefeHns o06CNeA0BaHUA NPUBE/EHDI
[anee Ha cTpaHuue 2.

CHPUHMHT HOBOPOXAEHHbIX HA MYKOBUCLIUA03
(KMCTO3HbIN hrbpO3)

OHOBPEMEHHO C aHaNM30M Ha BpOMXJeHHble MeTabo-
NNYecKne, ropmoHanbHble HapylieHus u 3aboneBaHus
MMMYHHOW CUCTEMbI TOT e ob6pasel, KpoBu Ballero
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peb6eHKa MOXeT OblTb MCCMefoBAaH Ha MYKOBUCLMAO3.
Y pneveil, CTpajamolinx MYKOBUCLWUAO030M, B JIETKUX U
ApYrux opraHax obpasyercs BA3KAA Civ3b. ITO BeAeT K
MOCTOAHHOMY BOCMaNeHuio opraHos. B pesynbtate Takue
JEeTV UMEIOT HeJOCTATOYHbIA BEC 1 MIIOXO PacTyT.

B TsXenbIX cnyyasx MoXeT 6biTb 3HaUMTENbHO ocnabneHa
neroyHas yHKuus. Llenbio CKpMHMHIA Ha MYKOBUCLMUAO3
ABNAETCA paHHAA AMarHocTuka 3aboneBaHus, Kotopas
NO3BOMIAET KAaK MOXHO paHblue HayaTb fleyeHune U Tem
CamblM  YNYYWWUTb KAYeCcTBO U MPOAOIKUTENbHOCTD
XU3HU feTeil, noABepKeHHbIX 3abonesaHuto. CornacHo

NONOXKEeHUAM 3aKoHa O [UAarHOCTUKE T[eHEeTUYECKUX
3aboneBaHuii, nepea NPOBEAEHUEM CKPUHMHTA Ha
MYKOBWCLMA03 poanTenu 0053aTeNlbHO  [LO/IKHbI

Moy4nTb MCYepnbiBaLWylo WHOOPMaLMD OT Bpaya.
[ononHutensHyio MHdopmaymio o saHHom 3abonesaHum u
npoueaype nposeaeHus 06CNeA0BaHUA MOXHO HANTU HA
cTpaHuue 5.

B cooTBeTCTBMM C 3aKOHOM MOC/e 3aBeplueHunn 06cnep,o-
BaHUA 06pa3Lu:| KPOBU XPaHATCA B Te4YeHne Tpex mecaues,
nocne 4ero yHMUYTOXatTCA.

B cnydae o6HapymeHus onacHbIX OTKIOHEHWUI B aHann3e
TpebyoTCA KOHTPO/bHbIE WCCAEef0BaHWUA, MO3TOMY Mbl
npocumM Bac NpeaoCTaBuUTb CBOE cornacue Ha mnepejady
[aHHbIX Yepes LEeHTp nocneayiollero HabnoaeHns B Hall
CKPUHMWHIOBBIA LEHTP AN YTOYHEHMA pe3ynbTaToB npu
HE0b6X0ANMOCTH.

YHUBepCcUTeTCKas KanHuka leiigensbepra
LleHTp negnatpum

LleHtp metabonusma [iutmapa Xonna
HeoHaTanbHbIA CKPUHUHT
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69120 Heidelberg
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HEOHATA/IbHbIN CKPUHUHIT HA BPOXXEHHbIE METABOJIMYECKUE,
FOPMOHA/JIbHbBIE HAPYLWEHUA U 3ABOJIEBAHUA UMMYHHOW CUCTEMBbI

CyuiecTByloT pefKkue BpoOXAeHHble MeTabonuyeckue,
ropmoHanbHble HapylweHus 1 3aboneBaHUs UMMYHHOW
CUCTEMbI, KOTOpble He pacno3HalTCs Mo BHEWHUM
npusHakam. OHWM BCTpevawTCcsa NPUMEPHO Yy OAHOTO U3
1000 HOBOPOX/AEHHbIX U MPN OTCYTCTBUU NeYeHUs MOTyT
NPUBECTU K MOBPEXAEHUAM OpraHos, MU3UYECKUM WK
YMCTBEHHbIM fedheKTam, TAXenbiM UHMEKLUAM U faxe
K cMepTu. [INs BbIABNEHUA TaKuWX 3aboneBaHWin yxe Ha
NPOTAKEHUN 40 NeT B KayecTBe MPOGUNAKTUKM BCEM
HOBOPOM/EHHbIM pEKOMEHAYeTCs NpoBejeHWe aHanu3a
KpOBM MOA Ha3BaHUMEM «HeOHaTa/bHbIA CKPUHUHI». B
TeyeHue NOCNeAHUX NeT nccnegoBaHune 6bi10 paclimpeHo
3a cyeT Apyrux 3abonesaHuit, NoAAaIOWMXCS NeYEHUIO.

Moyemy NPOBOANTCSA HEOHATANbHbBIA CKPUHUHI?
Bpox/aeHHble HapyweHus obmeHa BelwecTs WM paboThbl
MMMYHHOM CUCTEMbI HEOOXOAMMO BOBpPEMSA pacno3Hathb.
CBOEBPEMEHHO HauyaToe JfieyeHue, KenaTeNbHoO cpasy
e nocsie poxzaeHus pebeHka, B 6OMbWMHCTBE Cy4Yaes
no3BonseT NpejoTBPaTUTb UMW CYLLECTBEHHO CMATYUTb
nocneacTBUs BPOXAEHHOro 3a60neBaHus.

Korpa v kak nposoanTca o6cnegoBaHue?

Ha BTOpOW-TpeTWin fAeHb XU3HU (MeXAy 37-M U 72-M
4acom nMoC/ie POXAEHUA) MAM BMECTe CO BTOPbIM
npodunakTnyeckum obcnegosaHvem pebeHka (U2): Ha
KapTOYKy C pUALTPOBAbHON ByMaroi HaHOCAT HECKONIbKO
Kanesnb KpoBu (U3 BEHbI UAK U3 MATKK) U Cpasy e nocne
BbICbIXaHWA OTNPABAAOT B CKPUHUHTOBYIO nabopatopuio.
Tam 06pasubl  KPOBW UCCAEAYIOT C MNPUMEHEHUEM
0COo6bIX, OYEHb TOYHbIX METOA0B aHanusa. CTOMMOCTb
MCCNefoBaHNA OMaymBaeT CTPaxoBas KOMMNAHWUA WK
KAVHUKA.

Kakue 3a6oneBaHuns no3BosseT BbIABUTL 06CnefoBaHmne?
Cnucok  3aboneBaHuil, Ha  BbiABNEHUE  KOTOPLIX
nccnepyetrca obpasel,  KpoBu, onpefeneH 0cobbim
npeanucaHuem Bceobuiero esepanbHOro KomuTeTa
Bpayein u 6onbHMYHBIX Kacc (GBA). B Hero BxoguT 13
3aboneBaHnii obGMeHa BeLECTB U 2 TOPMOHabHbIX
HapylweHus. Kpome TOro, npoBOAMTCA TECT Ha TAMENbIN
KOMOWUHUpPOBaHHbIN MMyHoLeduumnT (Severe combined
Immunodeficiency, SCID). [anee noapo6HO onucaHbl
nocneacTBUs U CUMNTOMbI 3TUX 3a601eBaHUIA.

MpyumMepHO Yy O0AHOrO M3 1000 HOBOPOXAEHHbIX
BCTPEYaEeTCA OHO M3 3TUX HapyweHuin. B 6onbwmnHcTBE
cemeil, B KOTOPbIX 3TO C/ly4yaeTcs, paHee He ObiAn
OTMeueHbl Takue 3aboneeaHua. CTpajawolne UMK fetu
npu POXAEHNN MOTYT BbIrAAETb a6CONOTHO 340POBLIMY,
MO3TOMY CKPWHWUHT HOBOPOXAEHHbIX OYEHb BaXeH ANA
NPOoMUNAKTUKN HapyLWeHNA HU3NYECKOTO N YMCTBEHHOTO
pa3Butusa. ®akT npoBeaeHus 3Toro ob6CnefoBaHUA He
CBUAETENbCTBYET O HANNUYUN CEMEMHBIX PUCKOB.

Kto nonyyaet pe3synbraT Tecta?

OTnpaBuTeNb aHanM3a KpoBU B No6OM ciydae nosyvaer
3aK/l0YeHNe CKPUHUHIOBOW nabopaTtopum B TeyeHue
HECKONbKUX pAHeiln. OH uHbOpMUpyeT poauTenein npu

HanuMuuM  pesynbTaTta, Bbi3blBalolWlero onaceHus. B
CPOYHbIX Cciydasx nabopaTopus MOMET CBA3aATbCA
HEMOCPEACTBEHHO C POAUTENAMMW, HaNpuUmep, ecau

OTNpaBuTe/ib HegocTyneH. 03ToMy Mbl pEeKOMEHAyeMm
BaM yKas3aTb Ha KapTouKe TeCcTUpoBaHUs CBOW TenedoH
1 aApec, no KOTOPbIM Bac MOXHO OyfeT HAalNTU B nepsble
AHU nocne poxzeHus pebeHka. PaHHee BbisBNeHUeE
3aboneBaHNit M CBOEBPEMEHHOE Hayano JedyeHus
HOBOPOMX/AEHHbIX BO3MOXHO TO/IbKO B TOM Cjlyyae, eciiu
BCE — POAMTENM, KAVHWKA UK NefnaTp U CKPUHUHTOBas
nabopatopus — AeiCTBYIOT CIAXEHHO 1 6e3 3aJepiKeK.

Y10 03HAYaeT pesynbrarrecra’

PesynbTar TecTa — 37O elle He MeAULMHCKUIA [MarHos.
Mo pe3synbTarty Tecta MOXHO M6G0 MOAHOCTBIO UCKIOUYUTD
Hanuuue HapyleHuin, 6o Npu HaNUYUM NOA03PEHUII Ha
3a6oneBaHNe Ha3HAYMTb AONONHUTENbHOE 06CNe0BaHNE,
Hanpumep, MyTem MOBTOPHOTO  B3ATUA  aHanusa.
MoBTOpHOE UCCNef0BaHNE MOMET NoTpe6oBaThCA TaKKe
B TOM Cly4yae, eciu, Hanpumep, 6bl10 HeoNTUMasbHOe
BpPEMSA B3ATUA aHaNM3a WM HeA0CTaTOYHOE KONUYeCTBO
matepuana ans aHanusa.

MO3HO N1 BbINEYUTL 3TN 3ab60NeBaHUA?

Bce HasBaHHble Bbille HapyleHus obMeHa BeLLeCTs,
3aboneBaHns  3IHAOKPUHHOW UM WMMYHHOW CUCTEMBbI
ABNAOTCA BPOMAEHHBIMU U MO3TOMY B 6ONbLINHCTBE
cnyyaeB Heusneynmbl. OflHAKO CBOEBPEMEHHOE Hayano
neyeHuns no3sonset n3bemaTtb NOCAEACTBUIA BPOKAEHHbIX
HapyWeHUn MM CBECTU WX K MUHUMYMY. JleyeHue
MOXeT BK/oYaTb B cebs cneuuanbHylo AUeTy Uan npuem
onpeaeneHHbIx MeauMKameHTOB. [lpu noao3peHun Ha
cooTBeTCTBYlollee 3abonesaHue pebeHka obcneayioT
cneymanuctsl No o6MeHy BewecTB U TOPMOHANbHbIM
3aboneBaHnam (3HAOKpUHONOrN) nunu Bpauu,
3aHuMmalolmecs 3a6oneBaHMAMN UMMYHHON CUCTEMBI.



BbIAB/TAEMbIE 3ABOJIEBAHNA

ALlpeHOreHUTaNbHbIA CUHAPOM

fopMOHanbHOe HapyuieHue BcieAcTBUe AedeKTa Kopbl
HaZnOYeYHNKOB: BUPWUAM3AUMA Y [EeBOYEK, BO3MOXEH
neTanbHbli MCXOA B pe3ynbTaTe CONEBOr0 WUCTOLIEHUA.
JleyueHne: ropmoHoTepanus, MNONOMKMUTENbHLIA MPOrHO3
(yacToTa: NPMMEPHO 1 Ha 14 000 HOBOPOMKAEHHbIX).

BanuHonenuuHypus

HapyuweHne metabonn3ma aMUHOKMCNOT: YMCTBEHHAA He-
MOMIHOLLEHHOCTb, KOMA, BO3MOMEH JieTa/ibHblii MCX0[.
JledeHune: cneumanbHas AueTa, B OCHOBHOM MONOMMU-
Te/IbHbI MPOrHo3 (YacToTa: NPMMEPHO 1 Ha 150 000 HOBO-
POXAEHHBIX).

HepocTaTouyHOCTb GUOTUHMAASI

HapyuweHne metabonnsama 6MOTHHA: KOXHbIE U3MEHEHUS,
meTabonnyecKkne Kpusbl, yMCTBEHHAA HEMONHOLEHHOCTb,
BO3MOXEH fieTanbHblil ucxof. JleueHue: npuem 6MOTHHA,
04YeHb XOPOLWMA NPOrHO3 (YacToTa: NPMMEPHO 1 Ha 30 000
HOBOPOM/EHHBbIX).

HapyweHue meTabonmama KapHUTMHA

HapyweHne meTabonnsma KUPHLIX KWUCNOT: MeTabo-
NMYecKne Kpusbl, KOMa, BO3MOXEH NeTafbHbIA nucxoa.
JleyeHune: cneynanbHasa Anera, oYeHb XOPOLWMWA NPOrHO3
(yacToTa: NPMMEPHO 1 Ha 500 000 HOBOPOXKAEHHbIX).

lanaktozemus

HapyweHne meTabonnsma BellecTsa, BXoAALLEro B COCTaB
NaKTo3bl (ranaKkTo3bl): cienoTa, hUsnyeckas MyMcTBEHHAnA
HEMONHOLEHHOCTb, HEAOCTATOYHOCTb NEeYEHM, BO3MOMKEH
netanbHbIn MUcxoA. JleyeHue: cneuymanbHasa pueta, B
OCHOBHOM MOJIOKUTENbHbIA MPOrHO3 (4acToTa: NPUMeEpPHO
1Ha 70 000 HOBOPOX/AEHHbIX).

fnyTapoBas uuuaypus, TMn 1

HapymeHMe metabonvM3ama amUHOKWUCIOT: BHe3armHble
meTabonunyeckue Kpu3sbl CO CTOMKUM [BUTraTeNbHbIM
paCCTpOVICTBOM. JleyeHune: cneuuanbHaa puerta, B

OCHOBHOM MONOXUTE/NbHbIA NPOTHO3 (4acToTa: NPUMEPHO
1Ha 120 000 HOBOPOX/AEHHbIX).

Mnotepmnos

BpoxaeHHas runodyHKUA WUTOBUAHON Xene3bl: TAXKeN0e
HapylleHne YMCTBEHHOrO U (U3UYECKOro pa3BUTUA.
JleyeHne: ropmoHoTepanus, OYeHb XOPOLWMA MPOrHo3
(yacToTa: NpYMepHO 1 Ha 3500 HOBOPOXK/EHHbIX).

AUm[03 N30BaNEPUAHOBOW KUCIOTbI

HapyuweHue metabonmama amMUHOKMCIOT: YMCTBEHHas
HEMONHOLEHHOCTb, KOMA, BO3MOMEH NeTasbHbl UCXO[.
JleyeHune: cneuynanbHas aveTa, 0YeHb XOPOLMIA MPOrHO3
(yacToTa: NpYMepPHO 1 HAa 100 000 HOBOPOX/AEHHbIX).

[edeKTbl ANNHHOLENOYEYHOW U CBEPXATNHHOLLENOYEYHOW
auun-KoA-perngporeHasbl

HapyweHune metabonnsama ANVHHOLENOYEUYHbBIX XUPHbBIX
KUCNOT: MeTabonnyYecKkne KpuUsbl, KOMa, MbllieyHas u
cepaeyHas cnabocTb, BO3MOXEH NeTaNbHbI WCXOA.
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JleyeHune: cneunanbHas auera, HeaoNylleHWe NepuUosoB
rofofaHns, B OCHOBHOM TMOJIOKUTE/bHLIA MPOrHO3
(yacToTa: NpvMepHO 1 Ha 80 000 HOBOPOKAEHHbBIX).

[NedekTbl cpesHeLenoyedHon aumn-KoA-aernaporeHassi
HapyleHne nNpou3BOACTBA S3HEPTUM U3 MUPHBIX KUCTIOT:
TUMOTNKEMUA, KOMA, BO3MOMEH MNeTajbHblA UCXO[.
JleueHune: HeponyuieHWe NEpPUOAOB TFONOAAHUSA, OYeHb
XOpOLWNiA MporHo3 (4actota: MPUMEPHO 1 Ha 10 000
HOBOPOX/EHHbIX).

deHnnKeToHypuUa
HapyweHne metabonnmama aMMHOKMCAOTbI heHUnanaHuH:
Mpu OTCYTCTBUW NEYEHUA YMCTBEHHAS HEMONHOLEHHOCTb.
YcnewHoe neyeHue MocpeacTBOM CNeLuanbHoW AUeThl,
0Y€eHb XOPOLLUNIA NPOrHo3 (4acToTa: NPUMEPHO 1 HA 10 000
HOBOPOX/EHHbIX).

TUpO3MHEMUSA, TUN 1

HapyweHue meTabonnama amWHOKWUCAOTHI TUPO3WUH,
MpW OTCYTCTBMM NEYEHUS C NEPBbIX JHENW KU3HU BeAeT K
TAXENON NaToNOrMy MEeYeHU C MOSBNEHUEM KENTYXU U
CKNIOHHOCTbIO K KPOBOTEYEHUAM, HapylWeHuto QyHKLUK
MOYeK M HEBPONOTMYECKUM KpU13aM. JleyeHne npu nomoLLu
MeaNKaMeHTOB (HUTU3UMHOH) U ManobenkoBoW AUETHI,
MOMIOXUTENbHbIA MPOrHo3 (4acToTa: MPMMEPHO 1 Ha 135
000 HOBOPOXAEHHBIX).

Taxenblii KOMOUHMPOBAHHbIA UMMyHoaedbuuuT (SCID).
MonHoe OTCYTCTBME VMMYHHOM 3aWUThl: YIKE B MiafeH-
YeCKOM BO3pacTe BbiCOKAs NOJABEPHEHHOCTb UHDEKLUAM
B COYETAHWUW C OC/ONKHeHUAMU. JleyeHne npegnonaraet
cTporoe cobnoeHne TUTUEHUYECKMX NpeanucaHui.
TpaHcnnaHTaumMa KOCTHOrO MO3ra WM CTBOJIOBbIX
KNeToK, thepmeHTO3amecTUTeNbHas Tepanusa. OTKas or
€CTeCTBEHHOr0 BCKapM/IMBaHUSA, BBEEHUSA KMBbIX BAKLUH
M nepenvBaHUA HeobpaboTaHHbIX KPOBe3ameHUTesei.
Mpu OTCYTCTBUM fedeHUs OGOMbIIMHCTBO TaKUX [AeTen
yMUpaeT B Bo3pacTe 1—2 neT (4actoTa: NPUMEPHO 1 Ha 32
500 HOBOPOXAEHHbIX).

lMpumeyaHue

He npu ecex 3abonesaHusx ydaemcsi MOJHOCMbIO
usbexxamb nocnedcmeudl, Oaxe [pu paHO Hayamom
neyeHuu. OdHako 8 bosibWUHCMEe cryyae ceoespeMeHHasi
8payebHas nomowb obecrieyugaem 607bHOMY pebeHKy
HOpMarsibHOe pa3sumue.

C momeHma ecmynneHus & cusy 3akoHa o duazHOCMuKe
2eHemuyeckux 3aboneeaHuti 8 2010 200y Komuccus
no OduasHocmuke 2eHemu4ecKux 3abonesaHuli (GEKO)
npu MWMHcmumyme Pobepma Koxa KoHmponupyem
8gedeHuUe HOBbIX Maccoebix obcnedosaHuli Ha npedmem
eeHemuyeckux 3abonesaHul. GEKO 6binu 0006peHbi
mecmabl Ha 8bIsi8/IeHUE MUPO3UHeMuu muna 1 u msxxenoeo
KOMbUHUpo8aHHo20 umMmyHodeguyuma (SCID).



CKPUHUHIT HOBOPOXAEHHbLIX HA MYKOBUCLUMNAO3

OfHOBPEMEHHO C HeoHaTaflbHbIM
BPOX/EHHble meTtabonnyeckue, ropmoHanbHble
HapyweHus 1 3aboneBaHMs UMMYHHOW  CUCTEMBbI
Bawemy pebeHKy npeanaraeTca cpaenatb aHanuM3 Ha
MYKOBUCLMA03. Llenbio gaHHoro o6cneaosaHns aBnsercs
paHHAA AnarHoCTMKa 3aboneBaHus, KOTopas no3sonser
KaK MOXHO paHblle HayaTb NleyeHue W TEeM CaMbiM
YNYYLINTb KAYeCTBO U NMPOJOMKUTENBHOCTb XU3HU AeTeil,
nosBepxkeHHbIX 3abonesaHuto. MpoBeseHne CKpUHUHIA
Ha MYKOBMCLMA03 PEryinpyeTcs 0CobbIMM NONOKEHUAMM
3aKoHa O reHeTMyecKoi pguarHocturke. Cnepytouwas
nHbopMaLKUa MOMOXET BaM NOATOTOBUTLCA K pa3roBopy
C Bpayom.

CKPUHWUHTOM  Ha

YTo TaKoe MyKoBUCLMA03?

MyKkoBucUMA03 (TaKKe W3BECTHbI KaK KWUCTO3HbIi
tnbpo3) sABnAeTCA HacneacTBeHHbIM 3aboneBaHWEM,
KOTOpOe BCTpeyaeTcs MPMMEPHO Yy OAHOro M3 4800
petei. M3meHeHnme B Tak HasbiBaemom CFTR-reHe
NPUBOAMT K HApyLWeHWI0 CONeBOro oOMeHa B eNne3mncTbix
KNneTkax. JTO B CBOW oOuyepefb ABAAETCA MPUUYNHOW
06pa3oBaHNA BA3KOW CNU3U B [bIXaTe/bHbIX MyTAX U
APYrMX oOpraHax, KOTopble B pe3ynbTate MNOCTOAHHO
BOCNANATCA. TAKECTb CUMNTOMOB 3ab0/1eBaHNA MOXKET
BapbMpOBaThHCA B 3aBUCMMOCTU OT M3MEHEHMA FeHoMma.
Yawe Bcero orpaHuyeHa QyHKUMA NOAXKENYAOUYHOW
Xenesbl. Bcnefgcrteme 31oro geTn ¢ TaKMM HapyleHuem
MMEIT HEeJOCTAaTOYHbIN BEC M NAOXO0 PaACTyT. B TAMenbix
cNyyaax Npu NOBTOPHbIX TAXKENbIX BOCNANEHMAX NETKUX
MOMET BbITb CYL{ECTBEHHO HapyLleHa QPYHKLUA Nerkux.

Kak neyntca mykosmcumnaos?

B HacTosllee Bpems MyKOBUCLMUA03 Henznedynum. OfHaKo
BO3MOXHOCTb CMAFYEHUS MNpOABAEHUIA 3abonesaHus
pasnnYHbIMK TepaneBTUYECKUMU Mepamu No3BonseT
HenpepbIBHO yBeNN4YnBaTh MPOAOIKUTENBHOCTb
XWU3HU nauyueHToB. Tepanus nNpuM  MYKOBMCLMUA03E
BK/OYAeT uHranaumm u cdusmotepanuio, o0cobyto
BbICOKOKANOPUIHYO  AMETY U MeAUKAaMEHTO3HOoe
neyeHue.KpomeTtoro, He06X0ANMO pPerynspHo NPoxXoaunTb
KOHTPONbHblE 06CNefoBaHNA B CMeunann3vpoBaHHbIX
neyebHbIX 3aBefleHunsnx, 4yTo6bI CBOEBPEMEHHO
pearMpoBatb Ha W3MEHEeHWA B COCTOAHWUM 340POBbSA
pebeHKa.

Mouyemy HEOBXOANM CKPUHWUHT HA MYKOBMUCLIN03?
[aHHbIi aHanW3 no3Bo/AeT BbIABUTL 3aboneBaHue
Ha paHHen cTagmun. CBOEBPEMEHHO HayaToe nedyeHue
nomoraeT ynyywuTtb QuU3NYecKoe pasBuUTUE [eTeil,
MOABEPXEHHbIX MYKOBUCLUWAO3Y, YTO MOBbILAET WX
WaHChbl Ha NPOJOMKUTENbHYIO U 3L0POBYIO0 KN3Hb.
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Kak npoBoAnTCA CKPUHUHT Ha MyKOBUCLMA03?

Kak npaBuno, ANA CKPUHWMHTA Ha MYKOBUCLWMAO03 He
TpebyeTcsA AONONHUTENbHbIA3a00p KPOBU. ViccnefoBaHue
NpoBOAUTCS O/JHOBPEMEHHO C HeoHaTasbHbIM
CKPUHUHIOM  Ha  BPOXAEHHble  MmeTabonnyeckue,
rOpMOHaNbHble HapyllieHuss U 3ab60NeBaHUA UMMYHHOW
CUCTEMbI, UCMONb3yeTcs TOT e obpasel Kposu. [ns
3TOro HECKONbKO Kanesb KpoBu (M3 BeHbl UAM M3 NATKW)
HAaHOCAT Ha KapTOuKy C GhuAbTpOBaNbHOM Bymaroin u
OTNPaBAAIT B CKPUHUHTOBYIO NabopaTopuio.

Tam  cHavyana  u3mMepsAlT  ypoBeHb  (depmeHTa
MMMyHOpeaKkTUBHOro TpuncuHa (VIPT). Mpu noBbilweHHOM
nokasatene B TOM e obpasle KpoBM onpeaensioT
accouMmMpoBaHHbIii ¢ naHkpeaTutom 6enok (PAP). Ecau
BTOPOW MOKa3aTeNb TaKXe MOBblleH, MPOBOAMUTCS
Tect AHK (MccnepoBaHue reHoma) Ha Haauyme Cambix
pacnpocTpaHeHHbIX reHeTUYeCcKmnx N3MEHeHUN,
XapaKTepHbIX Ans  MyKoBucuuposa. [lpu  Hanuuuu
OLHOTO WAU [BYX W3MEHEeHWW pe3ynbTaT CKPUHUHTA
Tpebyer nposepku. [pu 3HAYUTENBHOM MOBbILIEHNN
nepsoro nokasatens (MPT) Heo6XoAMM KOHTPONb
pe3ynbTatoB, B 3TOM cC/lyyae nocrieaywouime TecTbl He
nposoasTcsA. CoyeTaHue 3TanoB CKPUHUHIA rapaHTupyeT
MaKCMManbHO BO3MOXHYI TOYHOCTb M [OCTOBEPHOCTb
pe3ynbTaToB. Ml Bce e B oYeHb peAKux ciydasxy pebeHka
MOXeT 6bITb MYKOBMCLIM03 HECMOTPSA Ha TO, YTO paHHee
nccnefoBaHue 3TOro He Nokasasno.

CornacHo nonoxeHMAM  3aKoHa O
reHeTuyeckux 3aboneeaHuii, nepeg
CKpPUHUHTA Ha MYKOBUCLMA03 Bpay ob6s3aH
COOTBETCTBYHOLUM obpasom npovHopMMpoBaThb
poauTeneit. Ecnm pogbl 6bIIM NPUHATHI aKyLIEPKON,
aHanM3 Ha MYKOBWCUMAO03 MOMeT OblTb B3AT Bpayom
B TeyeHue MepBbiX 4YeTbipex Heflenb XU3HW pebeHka
(Hanpumep, BmecTte ¢ U2). lpu 3tom noTpebyetcs
NOMNONAHMTENbHbIA  3a6op KpoBW. B oTmamuum ot
CKPUHUHIA Ha MYKOBUCLW/J03, HEOHATANbHbIA CKPUHWUHT

AVarHocTuKe
npoBeAeHnem

Ha BPOXAEHHble METa6OJ'II/I'~|ECKVIe, rOpMOHa/ibHble
HapyuweHunsa u 3abonesaHus I/IMM\/HHOVI CUCTEMDI
npoBoauTCcAa B nNepBble 72 4Yaca MXWU3HU p66EHKa,

MOCKOJIbKY GONbIWNHCTBO 3TUX 3aboneBaHuii Tpe6yeT
HeMe[/IeHHOro Ha4yana ne4yeHuA.

Obpasel KpoBM pebeHKa XpaHWUTCA B TeyeHue Tpex
MecsAleB nNocae NpoBefeHNs UCCNeA0BaHUA, NOCae Yero
YHUUTOXKAETCA.



Kak Bbly3HaeTe 0 pe3ynbTatax CKPUHUHTA, 1 YTO Nocieayer
3a 3TUM?

JlabopaTtopus coobLMT pe3ynbTaT OTNpaBUTEN0 aHannsa
KpoBu (Bpady) B TeyeHue 14 fAHeid. Bam coobuwat o
HOpManbHOM pe3ynbTaTe CKPUHMHIA TONbKO MO Ballemy
3anpocy. Ecnu pesynbtaT TpebyeT npoBepku, Bpay
CBAMETCA C BaMV CaM U HaNpaBuT B CNeLMann3npoBaHHbIi
LeHTPp No MyKOBMCUMAO3Y. Pesynbtat, Tpebyiouimnii
NPOBEPKW, elle He O3HauyaeT, 4YTo Bal pebeHok GoneH
MYKOBMCLMA030M. TONbKO y OAHOro pebeHka U3 NATK
npu NOBTOPHOW NpoBEpKe AuMarHo3 noaTeepxaaerca. Ho
npu 3TOM MMEEeTCS BepOoATHOCTb NpeApacnoNoXeHHOCTH
K MyKOBMCUMAO3Y. HocuTenn npeapacnonoxeHHOCTU
3/10pOBbI, HO MOTYT NepeAaTb 3TV FeHbl N0 Hac/ieACcTBY. B
nto6om cnydyae Bam ByaeT npeanoxeHa KOHCYNbTALUA NO
3TMM BOMPOCAM, B X0/1e KOTOPOW Bbl NOAYYUTE NOAPOGHYIO
nHdopmaLuio o pesynbraTax MccneoBaHus.

B LeHTpe MyKoBUCLU/A03a NPOBOANUTCA NOATBEPXKAatOLLEe
obcnenoBaHne, Kak MpaBuNo, TaK Ha3biBaeMbl «TecT
notar, n 06CyXaanTCA nocneayoLmne eicTeus. TotTTecTt
abconoTHO 6e3onacHbii 1 6e360ne3HeHHbIN 4N pebeHKa.
Pesynbrat 6ygeT coobuieH cpasy ke nocie o6cnefoBaHus.
Bo3moxHO, noTpebytoTcs apyrue o6cneqoBaHus.

Bbl npuHMMaeTe pelieHune 3a cBoero pebeHka

Yyacte B CKPUHMHIE HA MYKOBMCLMAO03 ABAAETCA
Ao6poBonbHbIM. O6CNefAoBaHMe NPOBOAMTCA HA CPEACTBA
6ONbHUYHBIX Kacc. Pe3ynbTaTbl aHanM30B ABAATCA
KOHbMAeHUManbHoOW uHbopmMaumen M He MOryT ObiTb
nepeaaHbl TpeTbMm auuam 6e3  Bawero cornacus.
JlabopaTopus HanpaeiseT pe3ynbTaTbl HEMNOCPEACTBEHHO
OTBETCTBEHHOMY JMLY, KOTOPOMY MOPY4YEHO CBA3ATbCA C
BaMW B CNyyae pe3ynbrata, Tpebylowero nposepku. Bbl
“meeTe NpaBo B Nto6oe BpemMs 0TO3BaTb CBOE COrnacue Ha
npoBefieHNe CKPWHMHra Ha MyKoBMcCUMAo03. PeweHune 3a
WA NPOTUB NPOBEAEHNSA aHaNN3a AOMKHO MPUHMMATLCA Ha
OCHOBaHWK ucyepnbiBatolen nHdopmaummn. Y Bac Bceraa
€CTb BO3MOXHOCTb 06CYAUTH BCE CBOW BOMPOCHI C BPAYOM.

[laHHbIA  TeHEeTUYeCKMW aHanM3 Ha MYKOBWUCLWMAO3
pekomeHgoBaH Komuccmnen no reHeTMYECKOM arHoCTuKe
NHcTuTyTa PobepTa Koxa.

CBOP U OBPABOTKA AAHHbIX

KapTtouka TectupoBaHua, oTnpaBnsemas B LeHTp
CKPUHWHIA HOBOPOX/EHHbIX leigenb6eprckoro LeHTpa
neamaTpumn, COAEPIKUT AaHHble Bawero pebeHka. Momumo
dbamunun  (BaHO ANA NpaBUNbHOW UAEHTUDUKALMK
pe3ynbTaToB TecTa) Ham TpebyloTcs fAaTta  poMAeHus
W Hepens 6GepeMeHHOCTW ANA NPaBWUIbHOW  OLEHKK
pe3ynbTatoB MccnefoBaHMA. TaKxe Ha KapTouyKe Mbl
NpoCKUM yKa3aTb CBOM [aHHble: ums/dbamunuio, agpec un
TenedhOoHHbIN HoMep. ITW AaHHble Heobxoaumbl, 4TOObI
HanpAMylo CBA3aTbCA C BaMy B 3KCTPEHHOM cJyyae.
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OfHaKo Takoe cnyyaetcs KpailHe peako. YKasaHHble B
KapToyKe TeCTUPOBAHMUA NepcoHaNbHble AaHHble Bac U
Bawero pebeHKa XpaHATCA B KOMMNbIOTEPHOW cucTeMe
leiinens6eprckoro LEHTpa CKPUHMHIA HOBOPOMAEHHBIX.
CpOK XpaHeHuUs AaHHbIX cocTaBnAeT fecaTb (10) net. Peub
naeToMeANLUNHCKOM3aKt0YeH N, KOTOPOEBCOOTBETCTBUN
c Bpaye6bHbIMM NpodeccroHanbHbIMU HOPMAMMK AOKHO
XpaHUTbCA B TeyeHue aecAT net. OfHAKO Bbl MoxeTe
6bITb YBEPEHbI, YTO AOCTYN K 3TUM JaHHbIM UMEIOT TONbKO
Te COTPYAHUKM LEHTpA CKPUHWHTA HOBOPOMKAEHHbIX,
KOTOPbIM OHW HYXHbl AAA paboTbl. [lo npowecTBun
AeCcATU NeT faHHble yaansaTca. [JaHHble 0 BacC v Ballem
pebeHKe, a Takke 06pa3Libl KPOBM He UCMONb3YIOTCA U He
OLEHMBAIOTCA B APYTMX LefaX, OTAUYHbIX OT OMMCAHHbIX
3/leCb, aTaKKe He NepeAatnTca TpeTbUM nMLamM. Bol umeeTe
MpaBoO 3anpocuTb Y OTBETCTBEHHOro Auua (CM. HUKE)
MHMOPMALNI0 O COXPAHEHHbIX MePCOHANbHbIX JaHHbIX Bac
1 Bawero pebeHKka. Bbl Take umeeTe npaBo TpeboBaThb
McnpaBieHns HEKOPPEKTHbIX AAHHbIX, @ TaKKe yAaneHus
WAW OrPaHMYEHUA NCMONb30BAHUA AAHHbIX.

OTBETCTBEHHbIM 3@ CO0OP NEPCOHANbHbIX AHHbIX B
pamKax CKpUHUHTa HOBOPOXAEHHbIX ABNAECTCA:

lpog. 0-p med. npoch. MHO20Kp. rnodyem. O0-p l[eope @.
XogppmaHH, men.: 06221 56-4002

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

Mo Bonpocam 06paboTKM fAaHHbIX W cobnoaeHns
Tpe6oBaHWii 3aKkoHa O 3aliMTe [AaHHbIX Bbl MOMKeTe
06paTUTLCA K YNOTHOMOYEHHOMY MO 3aliuTe JaHHbIX B
cnefylem yuypexaeHunm:

YnonHomo4yeHHbIl no 3auume 0aHHbIX YHU8epcumemckou
KnuHuku Xaudenbbepeaa, Im Neuenheimer Feld 672, 69120
Heidelberg (Xatidenbbepe)

E-Mail: Datenschutz@med.uni-heidelberg.de

B cnyvae HapylleHus 3aKoHa npu 06paboTKe AaHHbIX Bbl
nmeeTe NpaBo 06paTUTLCA B CeAyIoLL U OpraH Haa3opa:
YrnonHoMo4yeHHbIU Mo 3awjume OaHHbIX U c80600e
uHgopmayuu 3emnu badeH-Bropmembepe, a/a 10 29 32,
70025 Stuttgart (Lmymeaapm)

Kbnigstralle 10a, 70173 Stuttgart (LUmymaapm)

Ten.: 0711 615541-0, ¢pakc: 0711 615541-15

E-Mail: poststelle@Ifdi.bwl.de

Beb-caum: http://www.baden-wuerttemberg.datenschutz.de

[lpaBo OT3bIBA

YyacTue B HeoHaTa/lbHOM CKpUHWUHTe sBAseTcs Aobpo-
BONbHbIM. Bbl Bceraa moxeTte 0T03BaTb CBOE coriacue.
B 3Tom cnyvae wumerwmeca B Hawem pacrnopamxeHun
KapTO4YKM TeCcTMpoBaHMA OyayT YHUYTOMEHbI, a Mepco-
HanbHble [aHHble B Hallel KOMMbOTEPHOW cucTeme-
3a6N0KNPOBaHbI.

O6pasel; 0CTAaTKOB KPOBMU
KapTouKu € 0CTaTOYHOM KPOBbIO XPAHATCA B TeYeHue Tpex
(3) mecsiLeB, NOC/Ie YEro YHUUTOXKAKTCA.

ID29055_Unternehmenskommunikation/Medienzentrum Universitatsklinikum Heidelberg



3AAB/IEHUE O COIMMACUN HA HEOHATA/JIbHbIN CKPUHUHT

Ecnn Bbl cornacHbl ¢ nposegeHNemM HeOHaTa/IbHOTO CKPUHWMHIAa Ha BPOXAEHHble METa6OTIMl‘IECKI/I€‘, rOpMOHanbHblE
HapylweHus, 3aboneBaHus I/IMMyHHOI7I CUCTEMbBI M MYKOBUCLUMAO3, MPOCMM NMOCTABUTb NOAMNNCH HA [laHHOM CTpaHuue.

Umsa/pamunus pebeHka:

[Jata poxgeHus:
(unu Haknelika)

O MHe 6bina npepocrtaBseHa 4oCTaTo4YHaA VIH¢)OpMaLl,VIﬂ O CKPUHNHTE HOBOPOXAEHHbIX.
O Al cornawatock Ha nposepeHne y moero pe6eHKa HeOHaTa/ibHOr0 CKPUHNHIa Ha BPOXXAEHHbIE MeTa60l'IVIHeCI~(I/Ie,
rOpMOHasbHble HapylweHns, 3aboneBaHus I/IMMyHHOi/'I CUCTEMbBI N MYKOBUCLMAO3, @ TAKXE Ha nepeaayvy

H806XO£I,I/IMbIX AONA 3TOro AaHHbIX.

.
OF: cnyyae He06X0AMMOCTU YTOUHEH NS PE3yNbTaTOB HEOHATAIbHOrO CKPUHMHIA A COrnallaloch Ha nepeaady AaHHbIX
yepes LLeHTp nocneaytollero HabnaeHNsA B CKPUHMUHIOBLINA LeHTp B [eigensbepre (TPeKUHT nepefayn aHHbIX).

() MHe N3BEeCTHO 0 BO3MOXHON HEO6X0ANMOCTI BTOPOTO CKPUHMHIA (naTa).
(MpoBeseHune BToporo o6cnepoBanus TpedyeTcs B peAKNX Cyvanx).

O A oTKa3bIBalOCb OT nposeaeHnsa HeoHaTalbHOIo CKpPMHUHIa 'y moero pe6eHKa. MHe n3BeCTHO 0 BO3MOXHbIX
HEeraTtTmBHbIX NOCNEACTBUAX (He ANArHOCTUpPOBAHHbIE 3a60ﬂeBaHVIFI, Beyuine K MHBaINngHoOCTU N cmeme).

Hama, umsa neyamHbimu bykeamu, nodnuck xoms 6bl 00HO20 nuya, obnadarou,eeo podumenbCKUMU npasamu

Hama, umsa neyamHbimu bykeamu, modnuck epaya, nposodusuwieeo KoHcynbmauyuto, coen. § 8 cm. 1 GenDG (3akoH o
duazHocmuke eeHemu4yeckux 3abonesaHull)

Ecnu Bbl cornacHbl ¢ NpoBefieHNeM OTAE/bHbIX aHAM30B Ballero pebeHKka, NpoCKM 3anoAHUTL 3asABJIEHUE O COrNacum Ha
obpaTHO cTOpoHe.

[laHHOe 3aABNeHue 0 cornacum ocTaeTca y oTnpaBuUTENA aHaJIM30B.
O cornacum Ha nposejeHne HeOHaTaJlbHOro CKpUHUHra Mnun OTKase OT OTAEJIbHbIX MYHKTOB Nporpammbl CKPUHUHTA
AO0JIXKHa 6bITh caenaHa OTMETKa B COOTBETCTBYHLWMUX NONAX KAPTOYKHN C d)VIﬂprOBaﬂbHOI?I 6ymar0|7|.



Ecnv Bbl cornacHbl ¢ NpoBejeHMemM BCEX YKa3aHHbIX UCCNeA0BaAHWIA, MPOCUM NOANMCATL 3asBeHue 0 COrnacum Ha
obpaTtHoOI CTOpOHe.

TonbKo ecnu Bbl COrNacHbl HAa OTAENbHbIE NYHKTbl NPOrpamMmmbl CKPUHUHT A, 3aN0JIHUTE d)OpMy Ha AaHHOM CTpaHuue.

Umsa/pamunus pebeHka:

[lata poxxaeHus:
(unu Haknetika)

MHe6bII'IaI'Ipe,CI,OCTaBI'IeHaI/IHCbOpMaLWIﬂOCKpI/IHVIHFeHOBOpO)-KJJ,EHHbIXHaBpO)KIJ,EHHbIeMETa60}1VI"IeCKVIe,FOpMOHaI'IbeIe
HapyweHua un 3aboneBaHus VIMMyHHOI7I CNCTEMDBI, @ TaKXe O CKPWUHWHIe HOBOPOXAEHHbIX Ha MYKOBMCLUWNAO3. Mue
M3BECTHO O BO3MOXHbIX HEFaTUBHbIX NOCNEACTBUAX ANA MOEro pe6eHKa B C/ly4ae OTKa3a OT HEKOTOPbIX nccnefoBaHun.

OuddepeHumupoBaHHoOe 3asiBNeHUE 0 cornacum
(Modnuwumecsk nod KaxobiM MyHKMOM, C KOMOPbIM 8bl CO2/1aCHbI)

A cornawatochk ¢ nposefgeHnem cnepyouwmnx nccnefoBaHUMn u nepe,qaqeﬁ HeO6X0,lJ,I/IMbIX ONA 3TOro AaHHbIX:

M -
(_) HeoHaTafibHbI CKPUHUHT HA BPOXAEHHble MeTabonnyeckne, ropMoHasbHble HapylueHus 1 3aboneBaHna UMMYH-
HOM cuctemsbl (CTp. 2—3)

Hama, ums neyamubimu 6ykeamu, nodnucb xoms 6b1 00Ho20 nuya, obrnadarujeeo podumernbCKUMU rnpasamu

I
() CKPWMHWHT HOBOPOXAEHHbIX HA MyKOBMCLMAO3 (CTP. 5—6)

Hama, ums neyamubimu 6ykeamu, nodnuck xoms 6b1 00Ho20 nuya, obnadarujeeo podumernbCKUMU rnpagamu

=
() B cnydae Heo6X0AMMOCTM YTOUHEHNA Pe3yNbTaTOB HEOHATANbHOTO CKPUHMHIA A COTNALACh Ha Nepeaayy AaHHbIX
yepes LeHTp Noceaytollero HabntoaeHNs B CKPUHUHIOBBIN LeHTp B leiiensbepre (TPeKUHT Nepefaym LaHHbIX).

Hama, umsi neyamubimu 6ykeamu, nodnucsb xoms 6b1 00Ho20 nuya, obnadarujeeo podumernbCKUMU rnpasamu

Hama, umsi nedyamubimu 6ykeamu, nodnuck 8paya, npoesoduswie2o KOHcynsmauutro, coan. § 8 cm. 1 GenDG
(BakoH o OuazHocmuke eeHemu4Yeckux 3abonesaHull)

[laHHOe 3aABNeHMe 0 cornacum octaeTcs y oTnpaBuTeNia aHainu3os.
O cornacum Ha nposegeHne HeOHATaJibHONro CKPUHUHIa UM OTKase OT OTAENIbHbIX NYHKTOB NPOrpamMmmbl CKPUHUHTIa
HeOﬁXO,CI,I/IMO cAenaTtb OTMETKY B COOTBETCTBYHLMUX NONAX KAPTOYKU C CI)VIJ'Ipr()BaﬂbHOVI 6ymar017|.





