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B 3TOM OpoLuope 00bACHAETCA, Ha
Kakue 3aboneBaHNA NPOBOAATCA
TeCTbl U KaK OHM OCYLLLeCTBJIAIOTCA.

CKPUHWHIOBbIE TECTbI A1 HOBOPOXKAEHHbIX,
npeafaraemMble BCEM OETAM B NepBble HECKOJIbKO
[OHEW 1 Hefeslb UX XXM3HW, HanpaBs/eHbl Ha TO, YTOObI
0BHapy>XnTb 3ab601€BaHNA N HaYaTb UX IeHeHMEe KaK

MO>XHO CKOpeEe.

Bce CKPUHMHIM 1 AMarHoCTUYeckme

TeCTbl, ONUCbIBaEMbIE B 3TOV OpoLLtope,
npepocTasnstorcs B LLlotnanamu

HecnnatHo B pamkax NHS. 3aboneBaHus,

Ha KOTOpble MPOBEPSIOT B Pa3HbIX YaCTsX
BenmkobpwTaHum, MOryT He COBMafaTh,
No3TOMY, eC/vt Bbl NepeeaeTe 13
LLloTnaHamm, BaM MOTyT NpeasioxknTb NPonTY
LLpyrue TecTbl.

Bbl MOXeTe BbibGpaTh, MPOMAETE 1N Bbl BCE
WUV TOJBKO HEKOTOPbIE 3 CKPUHUHIOBbIX
TECTOB [/15 HOBOPOXAEHHbIX, KOTOPbIE Mbl
npennaraem ans Ballero pebeHka. Bbl Takxe
MOXETE BOBCE OTKA3aTbCs OT CKPUHUHIOBbIX
TeCTOB AJ151 BaLLero pebeHka.

Bbl fosmkHbl 6onee nogpobHo obcyanTb
CKPUHUHIOBbIE TECTbI C BALLUM MEAULMHCKUM
PabOTHMKOM, KOTOPbIA OOBACHNT
Ha3Ha4eHWe, MPEMMYLLECTBA 1 HEQOCTATKM
KaXgoro TecTa.

OpHaAKo BaXHO, 4YTOObI Bbl MOHMMANN
BO3MOXXHbl€ nNocC/encTenA B TOM Cilyyae,
€CJIN Bbl pelnTe He NPOXOAUTb 3TU TECTbI.

Ecnun Bbl He roBopuTte
No-aHIrMUNCKN UIN He
NOHMMAaeTe aHMUNCKUN
a3bIK, NHS npepocraBut
BaM NnepeBoa4uKa,
KOTOpPbIN CMOXKeT
nepeBecTu To, 4YTO
roBOpUTCH, Ha Ball
poaHom A3bIK. Ecnu

Bbl CUMTaEeTe, YTO BaM
Hy>KeH NepeBoAYuK,
coo6LuTe 06 3TOM
Ballemy MeguLUHCKOMY
paboTHUKY.

B naHHoOI GpoLuope Mbl yNIOMUHAEM CJIOBOCOYETAHUE «BaLL MeAVNLMHCKUIA
PaboTHUK» — 3TO MOXET ObITb aKyLIepKa, NOCELIAIOLLUIA CNEeLUaNICT,
nepmaTp, ayauonor unm itoboin apyron cneLyuanuct, OTBETCTBEHHBIN 3a

npoeeaeHne CKPUHUHroBbIX TECTOB.



MpoBeneHue 3Tnx
TeCToB MOXeT
npepoTBpaTUTL
3aboneBanua
1 CNacTul XMN3Hb
BalLero pebeHka.

PaHo HavaToe
Nle4yeHne mMoxet
[atb nyywiue
pe3ynbrathl gns
300POBbA.

NMpeumyuiecTBa

CKPUHWNHIOBbIX
Monyyute
TECTOB oRBepKy

U NeyeHue,
B KOTOPbIX
Hy>KAaeTcs Bal
pebeHoK.

0becneybTe
nyvllee KayecTBo

XN3HN ans
BalLero pedeHka.

MomMHUTE, YTO Bbl AOJKHbI 0OCYAUTL NpoBeAeHue
BCE€X CKPUHUHIOBbIX TECTOB AJ11 HOBOPOXKAEHHOIO
C Ballen aKyLepKoW Uan NoceLlalowmm
cneuuasncTom.



KpaTtkun o630p

cTpaHuua

OT poXxxpeHun
no 4 Hepenb Tect cnyxa 9

AHafI3 MO CyXOMy MATHY KPOBU Ha:  crpaHuua

CEPrOBUAHOKIETOUHYIO aHEMUIO @J
MyKkoBumcumaos (CF) @)

BPOXAEHHbIN r1noTupeos (CHT) @)

HaCNeACTBEHHbIE HapyLLeHWs @
npumepuo Ha obmeHa BeLLecTs
NATbIN AE€Hb CMA* (cnvHanbHas MbllLeyHas @
aTpodus)
CTpaHuua
B TeueHue
nepBbIX Tpex DUI3NYecKuii ocMoTp
- HOBOPOXAEHHbIX e:,
AHen

Y70 NponcxoamnT ¢ nHchopMaLimen Moero pebeHka 1 ero
obpa3Lamn Kposu?

[JononHutensHas MHbopmaLwms

* CKpUHUHT Ha CMA 6ynieT npoBoanTbCA B LLIOTnaHaMM B pamkax
obcnenoBaHus ¢ BecHbl 2026 roaa.



TecT cnyxa

@ Tecr cnyxa — 370 npocroii
TecT, KOTOpbIf NPOBOAUTCA

B TeYeHMe NepBbIX
HECKOSIbKUX HefieNb XN3HM,
BO3MOXHO, laxe [0 TOro,
Kak Bbl MOKMHETE poausbHoe
oTAesneHmue.

. Ecnn anyx Bawero pebeHka

He Obln NpoBepeH B TeYeHne
yeTbipex Heaenb nocne
BO3BpaLLEeHUA AOMON U3
00NbHULbI, NOXANYWCTa,
nonpocuTe NoceLialoLLero
cneuvanucra uam Bpaya obuien
NPaKTUKM 0 Ha3HAYeHUM Ha
npuem.

Kparkuufo63op)

Motepa ciyxa MmoxeTt
pa3BuTLCA B NIL06OI MOMEHT.

Ecnu y Bac nosBATCA Kakue-
nu6o onaceHns no nosopy
Cnyxa Bawuero pe6eHka

B Oynywiem, obcyaute 3to

C NOCELUAOLLMM CELMANTUCTOM
WM Bpa4yom oOLLei NPaKTUKm.
OHM MOryT opraHn3oBaTth
npoBefeHne NPoBepKU cnyxa

B JIl06OM Bo3pacTe.



3auem NpoBOAUTCA TecT ciyxa?

BonbLUMHCTBO AeTen C MoTepen Clyxa POXKAAIOTCA B CEMbAX

JINLL, B KOTOPbIX paHee He Habntoganack noteps cyxa. PaHHee
pacno3HaBaHWe NoTepu Cyxa BaxkKHO AN1A pa3BUTMA pebeHka,
MOCKOJIbKY MOAAEPXKKA Y MHpOPMaLMsA CMOTYT ObITb NPeaJIOXeHb!
C CaMOro paHHero Bo3pacTa.

[axe ecnn Bbl 3aMeyaeTe, YTO Ball pebeHOK pearvpyeT Ha 3ByKM,
TeM He MeHee, OYeHb BaXKHO MPOWTMN TeCT ciyxa. [eTu ¢ notepen
CJlyxa BCe Xe MOTYT pearvpoBaTh Ha HEKOTOPbIE 3BYKM.

Kak npoBoauTtca Tect cnyxa?

TecT cnyxa NPoOBOAMTCSA KBAINULMPOBAHHbBIM
MEONLIMHCKMM PaboTHNUKOM M MOXKET BbITb
BbIMOJIHEH OHUM U3 ABYX CNOCO6OB:

He60bLLIOW MArKUNA YLLIHOW
HaKOHEeYHUK ByaeT nomelleH BO
BHELLIHIOIO YaCTb yXa Baluero pebeHka

Tpy HebGonbLINX AaTunKa oyayT
pa3meLLeHbl Ha rosIoBe U Lliee Ballero
pebGeHka, a HeGOobLLIOW MArKUMA
YLUHOM HAaKOHEYHUK WIN HayLLUHUK
OyneT nomelleH B yXo WK Haf, yXoM
BaLuero pebeHka

[na Bawwero pebeHka MOryT ObITb Takxe
npoBefeHbl 06a 3TK TecTa.

3aTeM KOMMbOTEP U3MEPUT, HACKOBKO
XOPOLLO yLIN Ballero pebeHka
pearvpytoT Ha LLe/KatoLLMe 3BYKU.




AlBnaerca num Tecrt aiyXa Oone3HeHHbIM?

HeT, oH He sBnAeTcA 6one3HeHHbIM 1av ANCKOMMOPTHBIM. TecT
NpPOXoAWT BLICTPO 1 YaCTO NPOBOAMNTCA BO Bpems CHa pebeHka.

YTo oOGHapy)xuBaeT 3T0T TeCT?

3TOT TeCT 0BHaAPYXKMBAET HaMYMe ACHOW peakuumn Ansa 06oux ylue.
Ecnu Tect 06Hapy)XMBaeT Hannume ACHOW peakumn ans o6omx ywen:

® [oTepAa diyxa AJid Ballero pe6eHKa ABJIAETCA ManosepomHon

e Bam OyaeT faH CNMCOK 3BYKOB, Ha KOTOpble Ball pebeHok
LlofikeH ByneT pearvpoBaTb N0 Mepe B3poCsieHns

Ecnu TecT clyxa He nokasbIBaeT ACHOI peakuun Ans OgHOro unu
oboux ywen:

® Y Ballero pe6eHKa MOXET ObITb notepA diyxa

[pyrvie NpuyMHbI, NO KOTOPbLIM Y BaLlero
pebeHka MOXeT He 0BHapy>KMBaTbCS
Hannume ACHOM peakLUmn, BKIOYaoT
B cebs cnepytoLLiee:

e y Bawero pebeHka, BO3MOXHO,
Obl1a XXMOKOCTb UM BPeMeHHas
3aKyrnopka B yLlax nocne
POXIEHNA

e BO3MOXHO, Ball pebeHoK Obin
6ecnokoeH BO BpeMs NpoBeaeHUs ,
TecTa N\

e BO3MOXHO, BO Bpems
npoBefeHNs TecTa |
NpVCYTCTBOBA (POHOBbLIN LIYM |

Bam OyaeT HasHauveH npuem f
y cneumanncTa no cayxy f
B OTAEeHMIN ayanonorum ans
npoBefeHns fanbHenLlero

obcnegoBaHuA.

C 37011 MHhOPMALMEI MOXHO 03HAKOMUTLCA Mo aapecy: www.nhsinform.scot/newbornscreening
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Korpa s nonyuyy pe3synbrartbl Tecra?

OB6bIYHO pe3ynbTaThbl BblAAIOTCSA CPasy Nocsie NpoBeaeHUs TecTa.
Ecn y BaC eCTb Kakmne-nnbo onaceHws i BOMpoCkl OTHOCUTENBHO
pe3ynbTaToB, 00CyAUTe UX C BALLUM MEAVLMHCKM PAaBOTHUKOM.

YTto npousonper, ecnim mon pedGeHOK He Oyaer
npoxoauTtb TecT cyxa?

Ecnun y Balwero pebeHka ecTb MoTeps CJlyxa v OHa He OyaeT
obHapy>eHa B paHHeM BO3pacTe, 3TO MOXeT MOB/MATL Ha ero
pa3BuTne. ECv oHa ByaeT obHapyXeHa Ha paHHeln ctaguu,
pebeHKy MOXeT ObITb OKaszaHa noanep»kka v NpefoCTaBeHsl
Heobxo4nMble KOHCYNbTaLMKM 1 NeveHne B paHHeM BO3pacTe.

daKkTbl

Y aByx-Tpex peteit u3 Kaxabix 100
06cnenoBaHHbIX He 0OHapYXXNBaeTcA Hanuumne
ACHOW peakuun nNpu Tecte cnyxa.

Y opHoro-aByx Aeteil u3 kaxpgoun 1000 Habniopaetca notepa
cnyxa B OQHOM Wjn 060oux ywiax.

OuyeHb Ba)XHO NMOUTHU
Ha npuemMm ayaumosora, ecJinm...

TEeCT CJlyXa He NMoKa3bIBaeT ACHON peakuun A O4HOro
nnm oboux ywen pebeHka. OTo0 HEOOXOAMMO LS
NOATBEPXKAEHMA TOrO, €CTb JIN Yy HEro NoTepsa Cyxa.




AHanu3 no cyxomy
NATHY KPOBU

’ HekoTopble cepbe3Hble
3aboneBaHna He MOryT

ObITb 3aMeyeHbl Npu
NpPOCTOM 0CMOTpe pebeHka,
HO 0OHapyXunBaloTCA Npy
npoBeaeHNn aHanunsa KpoBu.

TecTt no cyxomy NATHY

KpoBU npepnaraetca

BCEM HOBOPOXEHHbIM

B Llotnanpguun. Bawa
aKyLiepka nogpo6Ho
pasbACHUT CYTb TecTa

1 NONpPOCUT Bac NPefocTaBuTh
pa3pelleHmne Ha ero
nposefieHue.

(parkuninfo63op)

JTOT OfINH TECT No3BoNAeT
[AMarHocTupoBartb paf
3aboneBaHun.

C auBaps 2026

ropa B LLlotnanaun
npeaJiaraeTca CKPUHNHT

Ha HT1 (HacnencTBeHHyl0
TUPO3uHeMUI0). CKPUHUMHT Ha
CMA (cnuHanbHYI0 MbILLEYHYIO
atpochbuio) byneT npensioxeH

B pamkax obcnepoBaHua

c BecHbl 2026 ropa.



Balua akyLuepka
nogHUmeT pebeHka.

OHa 6bicTpo
YKOJIET NATKY
pebeHka.

OHa nomecTut
BCEro NINLLb YETbIpe
NATHA KPOBM Ha
KapTOYKY.

Kak npoBoauTCcA TecT No cyxomy
NATHY KpoBu?

OObbI4HO OH NPOBOAUTCA MPVMEPHO Yepes YeTbipe UK NATb

AHen nocsie poxaeHna peberka. AkyLlepka ykoneT naTky
pebeHka, 4TobbI MOMYYMTb HECKOBKO Kamnesb KPOBW. 3aTeM KPOBb
NOMeLLAEeTCA Ha KapToYKy 1 OTMPaBIAETCA Ha TECTUPOBAHME.

Bo3mMOXHO, Ham npnaoeTtca NOBTOPUTb TeCT, eI
® Ha KapTo4Ke He XBaTWJ10 KPpOBWU OJ1A TECTUPOBAHNA
® KapTo4ka Obina noBpeXaeHa

e OAWH U3 pe3ynbTaToB ObiN HesceH

C 3701 MHADOpMALLMeR MOXHO 03HaKOMMTBLCA MO agpecy: www.nhsinform.scot/newbornscreening
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Ha uTo npoBoauTca Tecr?
AHanus kansam KpOoBW NO3BOJIAET BbIABUTbL PAL 3aboneBaHu.

Ecnm y Bac, oTua pebeHka v YNeHOB CeEMbM yxe HabntodaeTcs
0[HO 13 3TKX 3aboneBaHW (MK paHee HabNOAANOCh B CEMENHON
MCTOPUK), NOXKANYNCTa, HeMeNeHHO coobLuTe 06 3TOM CBOEMy
MeOVLUMHCKOMY PaboTHYKY.

HacneacTBeHHble 3a00/1eBaHMs 0ObIYHO NepenatoTcs OT POAUTENEN
LeTAM Yepe3 U3MEeHEeHHbIE FeHbl.

leHbl ONPEeAEnAoT BalLN XapakTepUCTUKMA,

\ HauMHasA OT LBETa BOJIOC 10 rpynmbl KPOBY.
B OTHOLLIEHNM BOMBLUMHCTBA XapaKTePUCTUK
Mbl HaC/leflyeM OfIH reH OT MaTepy 1 OAMH
OT oTua.
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Y neten byneT Habnoaatbcs 3aboneBaHne TONbKO B TOM CJlyyae, ecin
OHW HaceaytoT ABa V3MEHEHHbBIX reHa — OfWH OT MaTepy 1 OfMH

OT oTUa. [1eTi, KOTopble HAaC/edytoT TOIbKO OAMH U3MEHEHHBIN TeH,
M3BECTHbI Kak HOCUTENIN 13MEHEHHOIO reHa.

Y HocuTenem N3MeHEeHHOro reHa He
\ HabstoJaeTca HacecTBeHHOE 3aboneBaHue,
HO OHW MOTYT NepeaaBaTb M3MEHEHHbIN
reH cBOMM AeTAM. MeOVUMHCKUA PaboTHMK
[acT BaM NoApOoOHble pa3bACHEHUS, ecsn
obHapyXuTca, 4To Ball pebeHOK ABNAETCA
HocuTenleM 3abosieBaHuUA.

|

\
-

Obpa3zel kpoBK ByOeT NpoBepeH Ha CedytoLve Cepbe3Hble, HO
n3nevymmble 3a6oneBaHus.

CepnoBuaHOKJ/IETOYHaA aHeMuA

CepnoBMAHOKIETOYHAA aHeMMA HabnloaaeTca y NpUMepHO O4HOro
13 2800 peten, poamsLUMxca B BenukobputaHumn. OHa nepefaeTtcs
OT poavuTenen AeTAM Yepe3 N3MeHeHHbIe reHbl reMornobuHa.
feMOrnobuH ABNAETCA KOMMOHEHTOM KPOBW, KOTOPbIV NepeHOCUT
KNCIIOPOZ, MO BCEMY Tenly.

KneTkun KpoBM M3MEHAIOTCA B (DOPMY «Ceprnay (Mav «KproydKa)

1 3aCTPeBalOT B MENIKMX KPOBEHOCHBIX COCYaX. ITO MOXET Bbi3blBaTb
60/b 1 HaHeCTN yLLepd 340PpOBbI0 pebeHka, MK CTaTb NPUYNHOWM
TAXENON NHDEKLMN. B HEKOTOPBIX CTyYasax 3TO MPVBOAUT K CMEPTH.



MdaKTbl

CepnoBMOHOKIIETOYHAA aHeMUA ABNAETCA

Hanbonee BepoATHOI hopmon NposBIeHNA

3TOro reHeTNYEeCKOro U3MeHeHus, Ho ecTb U Apyrue opmbl.
Bce hopmbl 06HapyXuUBaIOTCA 3TUM TECTOM.

YTo penartb, eUIM TECT OOHapy)XMBaeT
CepnoBUAHO-KJIETOYHYIO aHEMMIO?

Ball MeauUMHCKMIA paboTHUK OpraHn3yeT i1 Bac NpvemM remMaTosiora
(Bpaya, KOTOPbIV CneLnanm3npyeTcsa Ha 3aboneBanHmsax KposK). Balu
pebeHOK HaYHeT NneveHre, BKIOYasA 1e4eHne aHTMbnoTrkamu, 4Tobebl
NpefoTBPaTUTL Tsxenoe 3aboneBaHue.

YTto npousonper, ecnu mon pedGeHOK He Oyaer
MPOXOAUTb TECT Ha CEPNOBUAHOKJIETOUYHYIO
aHemMmui0?

Ecnu y Balero pebeHka eCTb CEPNOBMAHOKIETOYHAS aHeMUS, KOTopas
He Oblna 0bHapyXeHa, y Hero pas3oBbeTcs 6one3HeHHOoe COCTOAHME

Y, BO3MOXHO, Y HEro BO3HWKHET Cepbe3Has MHGEKLMA, 1 OpraHn3My
OyLeT HaHeceH Bpea. ITU NPOSBIEHNS MOXHO 0bferynTb, UK gaxe
BOBCE WX M3bexaTb, Npu NpaBUIbHOM J1eYEHMN.

daKTbl

AHanu3 no cyxomy nATHY KPOBU NPMMEHSAETCA

AN1A 0OHAPYXXeHUs CepnoBUAHOKIETOUHO

aHeMUM, HO MOXET TaK)e 00HapYXuTb 1 apyrue
3aboneBaHusA KpoBu. B 3Tom cnyyae MeaNLIMHCKMIA pabOTHMK
opraHusyeT Ans Bac npuemM y remMartosiora.

13
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MyxkoBucumnos (CF)

MyKOBMCLMO03 MOPaXaeT MHOrMe YacTh Tefla. bonblue Bcero
CTPafaloT JIerkne 1 NopyKenynoYHas xenesa, Yto npuBOAUT

K MOCTOAHHBIM MHEKLMSM FPyAHOW KNeTKX 1 npobiemam

C NnepeBapyBaHMEM MULLM 1 MOTMOLLEHWEM NUTATESIbHbIX BELLECTB,
HeobxoauMbIx Ballemy mnageHuy. OfuH 13 kaxasix 2500 getew,
poamBLumxcs B LLloTnanamm, cTpagaet oT 3Toro 3aboneBaHns. PaHHsS
OVArHOCTUKa W JIeYeHMe MOryT NMPUBECTU K YJTyHLLIEHWIO 300POBbA

y LeTen C MyKOBUCLMO030M.

MyKOBMCLMO03 BO3HMKAET, Koraa pebeHoK HacneayeT N3MeHeHHbI
reH OT KaX[Ooro 13 poautenein. Kaxasli U3 poautenen ABnseTcs
HOCUTENIEM OJIHOTO U3MEHEHHOTO reHa, MO3TOMY OHU He MOOBEPKEHbI
3aboneBaHNo — Y YenoBeka LOMKHbI ObITb 06a N3MeHEHHbIX

reHa, 4Tobbl 3300/1eTb MyKOBUCLIMA030M. OANH 13 25 YenoBek

B LLIoTnaHaMM SBASETCA HOoCKUTENeM MyKOBUCLMA03a.

Eciv aHanm3 no cyxoMy MATHY KPOBW Ha MYKOBUCLMO03 He OacT
ACHOro pe3ynbTaTa, BaC MOMYT MOMPOCUTL CAaTb MOBTOPHLIV 0bpaseL,
Ha aHann3 B Bo3pacTe OT 21 0o 28 oHew.

YTOo AenaTb, ecnn noao3peBaeTc
MyKoBUCLUUA03?

ByneT npoBefeH DOMNONHUTENbHbIA TeCT ¢ ncnonb3osaHnem AHK n3
TOro e obpasua.

Balll MeOWLMHCKMA paboTHUK OpraHu3yeT as Bac npuem

y CMeuuanmcTa no MykoBUCLMI03Y, KOTOPbIA NOATBEPAUT AMarHo3
1 NpefocTaBnT Ballemy pebeHky Heobxooumoe
nevyerune. CneunanmncT No MyKOBUCLMAO3Y Takxe
NPeAoCTaBUT BaM MHAOPMALMIO, KOHCYIbTaUmio
1 NOAAEPXKKY.

Ecnu Bac 6ecnokount
TOT haKT, 4To
[HK Bawero

B pepkux cnyyasx ciyyau MyKoBUCLMAO03a peberka byper

y MiafeHLUEB He BbIABNAIOTCA CKDUHNHIOBbIM
TecTom.

HekoTopble [ETW He MNOABEPXKEHD!
MYKOBUCLMA03Y, HO, KaK 1 UX poauTenu, MoryT
6bITb 3[0POBLIMW HOCUTENIAMU U3MEHEHHOTO
reHa. 3TV OeTV He HY>XAAoTCA B KakoM-Tnbo
JIeYeHNN, HO MOTYT NepeaaTh reH CBOUM AETAM.

ncnonb30BaTbCA

AJIA TECTUPOBaHMA,
noXxanyucra,
obcyaute 310

C MeMLMHCKUM
paboTHMKOM.



o o Baw meauLmMHCKUiA
Y10 Npou3sounaer, ecnm Mou paGoTHMK

peﬁeHOK He GyAeT npoxoaumTb NpepocTaBuUT Bam
TeCcT Ha MyKoOBUCLUMA03? LONONHUTENbHYIO
nHopmauuto

U NpeasiokuT Bam
MONTN Ha Npuem
C KOHCY/IbTaHTOM
No reHeTU4YeckKum
3aboneBaHuAM.

Ecnm y Bawwero pebeHka ecTb MyKOBUCLMAO3,
KOTOPbIV He OblT 0OBHapy>XeH, MOXeT
NPOV30MTM 3afiepXkka B AMArHOCTuKe. Y
pebeHKa MOryT pa3BUTbCA OCNIOXKHEHNS, PUCK
NOSBEHMNS KOTOPbIX MOXHO ObIN0 Obl CHN3UTb
Wv gaxe n3bexatb Npv onepaTvBHOM
NleveHmn.

Bpo)kpaeHHbI runotupeos (CHT)

MnageHUbl C BpOXAEHHbIM MMMNOTUPEO30M He BbipabaTbiBatoT
[OCTAaTOYHOrO KOIMYECTBA FOPMOHA TUPOKCMHA, KOTOPbI HeobXoamnm
LA 300POBOr0 YMCTBEHHOIO ¥ (D13NYECKOrO Pa3BUTYSA.

BpO>XXOEHHbIN rMnoTUPEeOn3 BCTPEYAETCA PeKo, 3aTpariBas NnpuMepHo
ofHoro u3 kaxapix 2000-3000 peteir, poamsLumnxca B LLoTnaHamu.

Yto genatb, ecnm TEeCT NOKa3biBaeT, YTo
y Moero pe6eHka MoXKeT ObiTb BPOXKAEHHbIW
runoTrupeos?

BaLL MeauUMHCKMIA pabOTHUK OpraHu3yeT 418 BaC Npyem y LeTCKoro
Bpaya-crneLuanvcTa, KOTOpbI NPOBEAET eLLle HECKOSIbKO TeCTOB.

MdaKTbl

BpoXXAeHHbI r’UnoTUPeo3 Nerko nevnTcs
y AeTeil Npu npueMe TUPOKCUHA B KayecTBe
neKapcrea.

C 37011 MHOPMALLME MOXHO 03HaKoMUTLCA No agpecy: www.nhsinform.scot/newbornscreening
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YTo npousonpert, ecnin mMon pebGeHOK He Oyaer
NPoOXoAUTb TECT HA BPOXKAEHHbIA rMNOTUpPeo3?
Pe6eHOK C BPOXOEHHbBIM TMMOTNPEOC30M, KOTOprI7| He npon,qu
JiedeHne, MOXeET pacTh MedJIeHHee, YeMm ,D,pyrl/le neTn,

VI NOLBEPraeTcs pUCKy NOABAEHUA 3HAUUTENbHBIX NPobnem
C obyyeHrem.

HacneacrBeHHble HapyweHUA OOMeHa BelecTB

MpW HacNeACTBEHHbBIX HapyLUeHUAX obMeHa BeLLleCTB onpefeneHHble
BELLLECTBA B NULLE He MOTYT PacLLEennaTbCsA B OpraHm3me pebeHka.

AHann3 KpoBW NO3BOINT ONPeLeNnTh, eCTb Iy Ballero pebeHka
Kakue-nnbo 13 cnepyioLLMX HacNeCTBEHHbIX HapyLLeHWA obMeHa
BELLLECTB:

e heHnnkeToHypusa (PKU)

e necduumnT cpegHeLenoyeyHor aunn-KoA-gerngporeHassl
(MCADD)

e 0onesHb «keHoBoro cnpona» (MSUD)

e 130BasiepuHoBas aungemmsa (IVA)

e rnytapaungypus Tmna 1 (GA1)

e romoumnctuHypus (HCU)

e HT1 (HacnencTBeHHast TMpoO3nHeMus 1-ro Tmna)




OpraHunsm peten ¢ MCADD MOXeT ObITb He B COCTOAHUMN MpK
onpeneneHHbIX 0OCTOATENbCTBAX PACLLENAATb XMPbI, YTODbI
BblpabaTblBaTb IHEPTMIO.

Y netewt, poxXAeHHbIX C MobbIMU ApYyrMU 3aD0NeBaHNAMY, Ha
KOTOpble MPOBOAMIICA CKPUHWHT, OKa3bIBAETCA CJIOXKHee paclLennaTh
onpepeneHHble aMMHOKUCIOThI.

KakoBbl nocnencrsmsa 3Toro?

HacnencreeHHoe HapyLlexne obmeHa BELLIECTB HECET B cebe ouyeHb
BbICOKWN PUCK 3a0epP>XKN Pa3BUTNA pr)],HOCTeIZ B O6y‘-IeHI/II/I,
KOTOpble MOTyT ObITb Cepbé3HI:>IMI/I, edJ1I He BbIABUTb MX Ha paHH€I7I
Cragnn. HeKOTOpre HapyLleHWA MOTYT BbI3blBaTb OMacCHbIE OJ1A
XKWN3HW 3ab0neBaHNs, Oa>Xe KOMY, N MOTryT ObITb CBSA3aHbI C ApyriMm
I'Ip06ﬂeMaMl/| CO 340pPOBbEM. be3 neyeHnA Yy MJ1afleHLEB MOXET
Pa3BUTbCA BHE3aAMNHOE U Tskénoe 3aboneBaHue.

Yto npousonper, ecnu
TeCT NOKa)KeT, YTo y Moero
pebeHKa MO)XXeT ObITb

[ToMHUTe, YTO Bbl
MoXXeTe 0OpaTuTbCA

K Bawwemy
HadneaCcTBeHHOE HapylleHue MeAULIMHCKOMY
o6meHa BelLeCcTB? paboTHuKy B M0G0
CrneumanucT otToeseHns no HacneacTBeHHbIM MOMEHT BPEMEHN
HapyLLeHVsM obMeHa BeLLeCTB y aeTel AnA nonyveHus
(Bpay, MeacecTpa AW AUETOSION) CBAXETCH MHpopmauym
C BamMu Mo TenedoHy 1 Ha3Ha4yuT Nprem U NOAAEPXKKMN.

OnAa Bac 1 Ballero pe6eHKa B 3TOT AeHb.
CneumanuncTel oTaeneHms OpraHn3yoT
OanbHenLIne TecCTbl 1 CPa3sy >Xe NpUCTynAT K HeO6XO,EI,l/IMOMy
neyeHnto. OHK CMOTYT BC€ BaM pPa3bACHNTb N OTBETUTb Ha BCE BalllK
BOMPOChHI.
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PdaKTbl

Ecnu B xopie CKpUHMHIA 06HapyXeHo

HacnefCcTBeHHOE HapyLueHue 0OMeHa BeLecTs,

[oCTynHO 3 heKTUBHOE NeyeHne ana

npepoTBpaLieHna no6oyHbIx IpdekToB. JleueHne moxet
BKJIIOYATb B ce0f TLaTeNbHO NOA06PaHHYI0 AneTy, npuem
NneKapCcTB UAK U TO, N Apyroe.

JleyeHmne HyXKHO OyAeT NPOAOKaTb HA NPOTAXEHUMN BCel
)XM3HU, HO OHO NMO3BOJIUT BaLleMy peGeHKy oCTaBaTbCA
3[0pOBbIM 1 BECTU NONHOLEHHbIA U aKTUBHbIA 06pa3 XU3HU.

YTto npousonpert, ecnu mon pedGeHOK He Oyaer
npoxoauTtb o6cieaoBaHuEe Ha HaC1eACTBEHHbIe
HapyweHna oomeHa BeLLecTB?

Ecnm y Bawwero pebérka ecTb HaC1leACTBEHHOE HapyLLeHre obmMeHa
BELLIECTB, KOTOPOe MOXHO Obln0 Obl BbISBUTL C MOMOLLBIO CKPUHMHT,
HO KOTOPOE He NIeYNTCS, Y Hero, CKopee BCero, Pa3oBbioTCs
MOXW3HEHHble 1 HeobpaTUMble TPYAHOCTMN B 0ByyeHnn. HekoTopble
W3 3TUX HapYLLEHWIA MOTYT NPUBECTY K BHE3AMHOMY U CEPbE3HOMY
3aboneBaHwWio, BNIOTb A0 NIeTaNbHOro MCXoaa.

I13-3a TexHWYeCkyX 0COBEHHOCTEN TeCTa BO3MOXHO NPOBEPHTL CPasy
BCE HAaC/IeCTBEHHbIE HAPYLLIEHWSt OOMEHa BELLIECTB, BbISBIEHHbIE MPK
06c1e0BaHNM, OAHOBPEMEHHO; HEBO3MOXHO NMPOBEPUTDL TONIbKO
HEKOTOpbIE 13 HUX, HE MPOBEPVB BCE OCTasIbHbIE.

CMA (cnuHanbHaa MbilleyHasa aTtpodus)

CMA BcTtpeyaeTtcd exxerogHo y 1 13 10 000 HOBOPOXOEHHbIX
BenunkobputaHun. 310 pefikoe reHeTmYeckoe 3abonesaHue,
BbI3blBatoLLiee labocTb MblwL,. CMA BAVSET Ha pa3BuTMe
OBUraTtesibHbIX HaBblKOB, AblXaHWA U TNOTaHUA.

Co BpemeHeM 6one3Hb NporpeccupyeT, OAHAKO CyLLECTBYIOT
npenaparsl U Apyrie MeTofbl IeYeHNs, KOTOpble MOMOoratoT
CNPaBUTLCA C ee CUMMNTOMAaMM.



B LLloTnaHAMM aHanm3 No NATHaM KpoBKm ByaeT BKItoYaTb B cebd
CKpUHKMHT Ha CMA B pamkax 0bcnegoBaHnsa ¢ BecHbl 2026 roaa.
Bbibop, NpoBoAMTb I ANa pebeHka CKpUHUHT Ha CMA, ocTaeTcs 3a

BaMu. ECNvi BbI peLunTe NpoBepuTh Ballero pebeHka, To MHhopMaLms
0 pe3ynbTaTax TecTa NOC/YXKUT COCTaBHOWM YacTblo 0OCIeA0BaHNS.

Ecnu Bbl peLunTe He NpoBepsATh Ballero pebeHka, TO TOrAa ero Bce
eLLle MOXHO NPOTECTUPOBATb Ha HaNuyve Apyrvx 3a60neBaHmin,
BKJIOYEHHbIX B aHaM3 NO NATHAM KPOBU HOBOPOXAEHHOTO.

Kak s nonyuy pe3synbrarbi?

BONIbLUMHCTBO TECTOB MO CyXOMY

MATHY KPOBYM MOKa3bIBAOT OTCYTCTBUE
npobnem co 300poBbeM. B Takom cnyyae
pe3y/bTaTbl OTNPABAATCS BalLeMy
noceLlatoLLEeMy CreLmanmcTy, KOTopbIi
0bCcyanT X C BamMu Npu ciepytoLlei
MJaHOBOW NpoBepKe 340p0oBbA pebeHka.
Mpy 06Hapy>XeHWN NOTEHLMANTBHOIO
3aboneBaHNA C BaMy HeMeL1eHHO
CBAXYTCA.

YTO AenaTb, ecnn A pelly He
NPOXOAUTb CKPUHUHIOBbIN
TEeCT NO CyXomMy NATHY
KpoBu?

Ecnm Bbl peLunTe He NPOBOANTL TecT
LA BaLLiero pebeHka, BaC MonpocaT
noanmcatb hopMy € NOATBEPXKAEHNEM
TOrO, Y4TO MPUYUHBI TECTUPOBaHUA BblNK
BaM Pa3bACHEHbI, ¥ YTO Bbl MOHUMaeTe
BO3MOXHble NOCNeACTBMA TOrO, YTO
BaLLl pebeHOK He bymeT npoxoanTb
CKPVIHVHIOBBI TECT.



DU3nuecKun ocMoTp
HOBOPOXXAEHHbIX
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. B nononHeHune

K CKPUHUHIOBBIM TecTam,

BCe MNafeHLbl TIaTeNnbHO
obcnepytotca B TeyeHne
nepBbIX TpeX AHeN, 4ToObI
06HapyXuTb Kakne-nmbo
oyeBuAHbIE hnsnyeckue
npo6nembl Kak MOXHO cKopee.

. 06bIYHO He 0OHapY)XMBAETCA
HUYEro, 0 YeM HYXXHO Obio
6b1 6ecnokoutbca. Ecnm

Y MeAULIMHCKOro paboTHMKa
nofABATCA Kakue-nunobo
onaceHus, Bawiemy pebeHky

OyayT Ha3HayeHbl AanbHeiimne
o6cnenoBaHUA 1 TeCThbI.

MenomMUUHCKWIA paOoTHUK,
NpoBOAALLNIA OCMOTP,

Cpasy xe coobwuT Bam

0 ero pe3ynbTatax. Ecnmn
notpebyetca HanpaBneHue Ha
[anbHenwwee obuiefoBaHKe,
3T0 OyneT 00Cy>XXAEHO C BamMu
BO BpeMs 0CMOTpa.



Yto npoucxogut ¢ uHchopmaumen moero pedeHka
M ero oopasuamu KpoBu?

Balll cOBET MO 30PaBOOXPaHEHWIO 1 HaLIMOHaNbHas nabopatopus,
OTBETCTBEHHAS 33 CKPVHUHI HOBOPOXKAEHHbIX, BEAYT Y4eT NepcoHabHOM
VHOPMaLMN O CKPUHWHIE Ballero pebeHka, BKIloYas pesysbTaThl.
MepcoHanbHaa MHOPMaLMA O 3A0POBbE Balllero pebeHka bynet

XPaHUTLCA B TaliHe, TO eCTb OHa OyAeT NpefoCTaBfieHa TOMbKO Apyromy
NepcoHasy, y4acTByIOLLIEMY B IeYeHWN Balliero pebeHKa. 3anuncu peryispHo
NPOBEPSIOTCH, YTOObI 06eCneynTb NPEeAOCTABIEHME HACeNIEHMIO YCITYT CaMOro
BbICOKOrO KayecTBa.

Bce octaBLlIMeca 06pa3Lpbl KPOBW AO/MKHbI XPaHUTHCS B HALMOHAMBHOM
nabopatopum He MeHee 12 MecsiLieB A1 NPOBEAEHWA NcCIenoBaHUA. Mpw
OTCYTCTBUM BO3PakeHWI 06pasLibl MOMYT XPaHWTbCA AObLIE U UCMONb30BaThCA
B MCCNefoBaTe/IbCKUX, 06Pa30BaTeNbHbIX 1 0DyYatoLLIMX Lensx. B 3ToM ciydae
nepcoHasibHble AaHHble Balllero pebéHka byayT yaoaneHsl. Ecnu korpa-

NIM60 BO3HUKHET HEOOXO0AMMOCTb B UCMOJ/Ib30BaHUN HEAHOHUMHbIX
obpasuoB, byaeT 3anpoLueHo Balle coriacue.

Mﬂa,ﬂ,eHLI,bI C HEKOTOPbIMKN 3&60ﬂeBaHl/IFH\/Il/I, KOTOpble O6Hapy>KI/IBaI-OTCFI
B Mep1Ooz HOBOPOXAEHHOCTY, BK/IIOYAIOTCA B peecTp 6e30MmacHOCTY
BPOXAOEHHbLIX N peaKnx 3a6oneBaH|/u7|, KOTOprI;I BeJeTcA |\/|I/|HI/ICTepCTBOM
30paBooxpaHeHns LLloTnanammn. B peecTpe OTCNEXMBAETCA KONMYECTBO
p,eTeM C TaKMMK 3a00/1€BaHUAMM U nogaep>XmBaeTca niaaHMpoBaHne

N yCcoBepLLEHCTBOBaHNE MEONUNHCKOIo O6Cﬂy>KI/IBaHI/IF| n opyrnx
roCydapCTBEHHbIX yCnyr. MHbopMaLmio 0 peecTpe MOXHO HalTK Ha
www.publichealthscotland.scot/cardriss

Y Bac eCTb NpaBa B OTHOLLEHWW JOCTyNa K JIMYHON MHOPMaLMK O 300POBbE
BalLiero pebeHka 1 ee UCnosb30oBaHWA. s noaydeHnst 4ONoAHUTEbHON
MHMOPMaLMKN CBAXMUTECH MO MO BecnnaTtHoMy TenedoHy ropsyeit IMHUK
NHS inform 0800 22 44 88 (texctosbiin Tenedorn 18001 0800 22 44 88)
wnn nocetute Be6-cantsl www.nhsinform.scot/confidentiality

v www.nhsinform.scot/data-protection

Ecnu Bbl He XOTUTe, YTOObI KapTa ¢ 06pa3LamMu KPoBY BaLLEro
pe6éHka xpaHunacb nocsne 12-mecsa4HOro nepuoaa TeCTMPoBaHUsA
WM UCNosib30BaJlacb B UCC/IeA0BaTENIbCKUX Liensix, coobwuTte o6
3TOM aKyLwiepke. OHa 3anULLET Baluv NOXKeNaHUA.
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AdononHuTtenbHadA

nHopmauma

Ecnu y Bac ecTb kakne-nmbo BOMPOCh! Wav onaceHus, obcyaute nx

06w ecTBO NoAAEPIKKU
NUL, € HapyLLeHueMm
oOMeHa BellecTB
CoegnHEHHOro
KoponeBctBa

Benywas opranusauus,
00begMHALLAA NaLUeHTOB

C HaCNeACTBEHHBIMY HapYLLEHUAMM
00MeHa BelLecTB, koTopas
NOALepPXNBAET ThICAYM NALNEHTOB
no BCeMy MUY 1 BbICTyNaeT

0T UMEHMN AeTen, MONOAbIX

JIOLEN N ceMelt ¢ Noao0HbIMN
HapyLLeHuAMM.

TenedoH: 0800 652 3181
https://metabolicsupportuk.org

HauvoHanbHoe o6LecTBo
rAyxXux peten

MpepocTanaeT MHOpMaLno
1 NOAJEPXKY TYXUM AETAM U nX
CemMbAM.

TenedoH: 0808 800 8880

www.ndcs.org.uk/about-us/
about-charity/where-we-work

C MEeANLMHCKMM pabOoTHUKOM. Bbl Takxke MOXeTe HalTW NOSIe3HOM
CrlenyioLLyto KOHTaKTHYIO MHGOpMaLmIo.

doHA noaaepIKKU npu
MYKOBUCLUAO03€E U €ro
uccnepoBaHumn

PaboTaeT Haf yny4LeHnem
KayecTBa XWU3HU NnL,

C MYKOBUCL030M,
MOBbILLEHNEM OCBEIOMIIEHHOCTH
0 MyKoBMCLMZ03e

1 PUHAHCMPOBaHNEM
nccnenoBaHuit.

Tenecon: 0300 373 1000

www.cysticfibrosis.org.uk

HauvoHanbHoe 06LLecTBO
ctheHnnkeroHypmumn
(NSPKU)

Mpepnaraer NoaaepxKy auUam
C heHNNKETOHYpIeNA, UX CEMbAM
1 onekyHam.

Tenedon: 0303 040 1090
https://nspku.org


https://metabolicsupportuk.org
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O6LwWecTBO NOAAEPIKKU NPU
CeprnoBUAHOKIIETOYHOMN
aHeMum

00buLecTBO NoaLepXKN npu
CepnoBULHOKIIETOYHON

aHemMuu npefocTaBaser

NOMOLLb 1 NPeaCTaBUTENbCTBO
JMLaM, CTpagaloLLmnm
CEpPNOBUAHOKETOYHbBIMM
HapYLLEHNAMY C LeNblo YNyyLLleHms
00LLero Kayectsa WX XWU3HN.

TenedoH: 020 8961 7795

www.sicklecellsociety.org

bnarorBoputenbHasn
opraHusauuna Spinal
Muscular Atrophy UK

MoanepXuBaeT Bcex 60NbHbIX

CMA ¢ uenblo obecneyeHus ons
HUX HaWAYYLLIEro yYXoaa, MOMOLLA

1 NeYeHns, a Takke yCTpaHeHus
6apbepoB, MeLALLMX UX NOJHOMY
BKJIIOYEHUIO0 B 00LLLECTBO.

TenedoH: 01789 267520

www.smauk.org.uk

BputaHckun choHa
noAAepP XKW vl

c 3a0oneBaHMaAMM
LUTOBUAHOM Kerne3bl

OpraHn3aums naLmeHTos,
3aHUMAIOLLAACA NPefoCTaBNeHNneM
J0CTOBEpHOM UHhopMaLni

1 NOSAePXKON Jpyrumm
nauueHTaMu ceMei, B KOTOPbIX
HabntopatoTca 3aboneBaHns
LLLMTOBUOHOW Xene3bl.

Tenedon: 01423 810093
www.btf-thyroid.org

NHS inform

Bbl MOXeTe y3HaTb 0 TUnax
CKPUHWHIOBbIX TECTOB,
npegnaraembix B Lotnanouu,
1 3aboneBaHNAxX, KOTOpble OHM
0bOHapy>XMBalOT, MO3BOHMB Ha
ropayyto nuHmio NHS inform

1 nocetns Beb-cant NHS inform.

TenedoH: 0800 22 44 88

TekCTOBbI TenedoH:
18001 0800 22 44 88

www.nhsinform.scot/screening 23
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MepeBofbl Ha Nerko BputaHckuii Ayano KpynHblii Wpnt
Apyre 93blku  YMTaeMblii  93bIK XeCToB wpnét bpating
dopmar (BSL)

[lns nonyyYeHna 4ONOAHUTENBHOM MHDOPMAaLIMK, B TOM Y1C/e B APYriX
chopmaTax 1 ¢ nepeBoAYeckon NoaaepKKom:

www.nhsinform.scot/newbornscreening

@ phs.otherformats@phs.scot

@ 0131 314 5300

OpraHu3auus Public Health Scotland asnsaetca
HaLMOHaNbHbIM roCyaapCTBEHHbIM BEAOMCTBOM
LLloTnaHaum no ynyyLleHnto 1 3aLlmTe 300P0Bbs
1 6naronony4yns HaceneHus LLioTnaHamuu.
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