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Yeaxkaembie pooumernu!

Huxe npusodumcs uHgopmayusa o6 ycnyee, npedocmasaeHue Komopou sawemy pebeHKy U ecem 0emsm
8 wmame Maccayycemc mpebyemcs 3aKOHOM. 3ma yc/y2a Ha3bleaemcs CKpUHUHE HOBOPOXOEHHbIX.

Kaxkobiti 200 okono 160 demel 8 wmame Maccayycemc poxoaromcsi ¢ pedkumu 3a601es8aHusamu,
Komopble 06Hapyxusatomcsi C MOMOWbio 06513amesibHo20 CKPUHUH2A HOBOPOXKOeHHbIX. EOUHCMBeHHbIU
€nocob 8bIs8UMb 6O/IbWUHCMEBO demel, KOMOPbIM HY)XXHA NOMOWb, — 1a60PAMOPHbIU aAHATU3

noo Ha3saHuem CKPpUHUH2 HOBOPOXOEHHbIX, MOMOMY 4mo 6O/bWUHCMEO Makux demet HUYem He
omuau4aromcst om opyaux. Imum demsM MOXHO MOMOYb. [1oc/1e CKpUHUH2Aa HOBOPOXOEHHbIX demu C
pedkumu 3a60/1e8aHUsIMU MO2ym Noy4Yumb Heobxo0uMoe UM paHHee fiedeHue. [lepgble nabopamopHbie
aHamuU3bl C Uenbo 06HAPYKeHUsT pedKUX 3a60/1e8aHUU Cpedu HOBOPOXOEHHbIX bbl/iu NPo8edeHbl 8
wmame Maccayycemc 8 1962 2. B mo epemsi CKpUHUH2 Npo80oduIU MOJIbKO Ha 0OHO 3a60/1e8aHuUe.
Ce200HA HOBOPOXKOEHHbIX 06C/1edytom Ha npedmem 8bisineHus eopa3oo 6obuIe20 Yyucia 3aboresaHud,
U CKPUHUH2 HOBOPOXOEHHbIX Cmasa cmaHoapmom OKa3aHus MeouyUHCKOU MOMOWU 80 8CemM Mupe.

CKPUHUH2 HOBOPOXXOEHHbIX S8nsiemcsi 20cyoapcmeaeHHol ycy20l 30pasooxpaHeHus. Ee yenb —
npedomspamume ompuuyamenbHbll UCX00 pedkux 3a6o1esaHull, KomopbiMU CMpacarm HeKomopbie
HOBOpOXOeHHble. Koeda useecmHo, Ymo ompuyamesbHbiU UCX00 KaK020-mo 3a601e8aHUST MOXHO
npeepamums € MOMOWbIO CKPUHUH2A HOBOPOXOEHHbIX, CKDUHUH2 HOBOPOXOEHHbIX Ha Mpeomem
8bifge/1eHUs 0aHHO20 3a601e8aHuUss oba3amesieH 0/15 8Cex HOBOPOXKOEHHbIX.

Kozda npednonazaemcs, Uymo CKpUHUH2 HOBOPOXOEHHbIX 103801UM 8bIsi8UMb 60MbUWe demed,
KOMOPbIM HY)XHA MOMOWb, HAM HY)XHO YyCmaHosumeb, npedomepamum /iU CKpUHUH2 HOBOPOXOEHHbIX
ompuyamesbHbll UCXod 3abonesanus. LLimam Maccayycemc signgemcsi nudepom 8 o6aacmu
uccrnedosaHul, yeslb KOMopbIX — yCMaHo8UMb, MOXHO U HY)XHO /U Mpo800UMb CKPUHUH2 Ha
donosiHumesnbHble 3a60/1e8aHus. lToka He 6ydem yCmaHOB81eHO, YMO CKPUHUH2 HOBOPOXKOEHHbIX
crnocobeH npedomspamumb ompuyamerbHbie UCX00bl KAKO20-1U60 HOB8020 3a60/1e8aHUS,
06cnedosaHue Nposooumcsi 006p0B80/IbHO U HA3bl8AGMCS «MIUTOMHbIM UCCIed08aHUEMY.

Bbydbme 20moebl Kk momy, 4mo eauie20 pe6eHka 06cnedyrom Ha npedmem 3a60neeaHull, 6X0OAWUX

6 npo2pammy 0653amesnibH020 CKPUHUH2A HOBOPOXOeHHbIX, U YMmo eyaujuli epay eauie2o pebeHka
cnpocum eac, xomume nu bl 06cnedoeamp pebeHka Ha Npedmem 3a60/1e8aHULl 8 MeKyujem MUIOMHOM
uccnedosaHuu wmama Maccadyycemc. Ymob6bl MOMOYb 8aM MPUHSIMb peweHue omHocumesbHo
yyacmus 8 NUOMHOM UCC/1e008aHUU, Mbl pusiazaem K amol 6powope ysemHol 8Kaaobiw, 8
KOmMOopoM npusedeHbl 08a cNucka 3a601e8aHul: 8X00WUX 8 Mpo2pammy 0693amesibH020 CKpUHUH2a U
npedocmasnsembix 8 pamkax 006p0o80/IbHO20 MUTOMHO20 UCC/1e008aHUS. LleemHOU 8K1A0bIW Makxe
codepXxum onucaHue mekyuje2o nui0MHo20 UCciedosaHus. lloce moa2o Kak bl coobujime Ham o
cg0eM peweHUuU, 8bl Monyyume Konut omnpasaeHHou HaMm (hopmMbl 8 Kayecmeae 00KyMeHmanbHo20
noomeepxdeHus sawe2o omsema (cM. 06paseu Ha credyrwet cmpaHuuye).

XKenaem gce20 Haunydwe20 8am U sawemy masnabiwy!

C ysaxeHuewm,

CompydHuKu [po2pammbi CKpUHUH2A HOBOPOXAEHHbIX 8 HoB0U AHeuu
(New England Newborn Screening Program)
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NMPUMEP ®OPMblI ;
OK3EMIMNAP ONnA POOUTENEN

Pemenue B oTHOIIIEHUN yJacTtusa B
TTUJIOTHOM MCCJICAOBAHUM!

|C0rﬂacne| | Orka3 |

YUYETHbIM Ne TABOPATOPMM: 100001 VHuuuaist
perucrparopa:
MM PEBEHKA (Dammms) (Umst)

YBaxaewmble pogutenu! I I O
[anHas popma noaTBEPXKAAET, YTO Y Ballero pebeHka Obin B3AT HebonbLuoi obpaseL, KpoBY A5t 0653aTENbHOIO CKPUHUHIA
HOBOPOXAEHHbIX. ATO rapaHTMpyeT obcnegoBaHme Ballero pebeHka Ha Hannyne 3aboneBaHuin, NOAAAOLLMXCS NIEYEHNIO, COMMAacHO
TpeboBaHuaM [lenapTameHTa 3gpaBooxpaHeHust wrata Maccavycetc (Massachusetts Department of Public Health).

Kpome Toro, aaHHas hoopMa CoepXKuT ykadaHusi, KoTopble Gblnv HanpasneHbl B MPOrpaMmy CKPUHWHIA HOBOPOXAEHHBIX B LUTaTe
MaccauyceTc, nocre Toro Kak Bbl MPUHANU peLleHne 06 y4acTum B TEKYLLEM NUIIOTHOM UCCIIEA0BAHWUM B 06NacT CKPUHMHIa
HOBOPOXAEHHbIX.

. Ecnu Bbl noctaBuTe 3Hak X B rpadhe cornacusi B npaBoM BepxHeM yrny, Baww pebeHok BYOET obcneposaH Ha 3aboneBaHus,
BKIMIOYEHHbIE B TEKyLLee NUNOoTHOe nccrnefoBaHve (CNMCOK NpuBeAeH Ha LIBETHOM BKNaAbILle).

. Ecnu Bbl noctaBuTe 3Hak X B rpadhe oTkasa B MpaBOM BEPXHEM YITy UMK He NocTaBuTe 3Hak X HY B 0gHOW rpadbe, BaLl
pebeHok HE Byaet o6cnenoBaH Ha 3aboneBaHusi, BKNIOYEHHbIE B TeKyLLiee MUMNOTHOE UccneaoBaHue.

New England Newborn Screening Program, University of Massachusetts Medical School
377 Plantation St., Worcester, MA 01605 774-455-4600
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Ob30P

CKPUHUHI HOBOPOXXAEHHbIX MOMOraeT NnpegoTBpaTUTb OTpULLaTe IbHbIN UCXO[,
onpepeneHHbIX 3a6oneBaHui, nogpaoLMnecs 1e4eHUIo.

e [leTaM C HEeKOTOPbIMY HapyLLeHVSMIU HEODXOAMMO NeveHne B MaeHYeckoM Bo3pacTe, YTobbl
NpeaoTBPaTUTL Cepbe3Hble 3aboneBaHNs.

hd CI-(pI/IHI/IHI' HOBOPOXAEHHbIX MO3BONAET BbIABNATb ,ELGTGVI C TaKNMW HapyLleHnaMn.

e Ckopee BCero, Yy Balero peberka HET HM OIHOrO 13 TaKKX HapyLeHW .

CKPUHUHI HOBOPOXXAEHHbIX NogpasyMeBaeT 06¢cnefoBaHue ecex aeTen, poguBLLUNXCS B
wTtaTe MaccauyceTc.

® BaxHO 06cnenoBaTh BCeX MAaAeHLEB, MOCKOMbKY MOCAe poXaeHUs 6ONbWIMHCTBO AeTEN BbIrNAasaT
3[0POBbIMU, AaXKe Te, y KOTOPbIX eCTb 3abonesaHus, Tpebytole neveHus.

e CKPUHWUHI HOBOPOXAEHHbBIX MPOBOANUTCS NMyTeM 3ab60pa HECKOMNbKIX Kanenb KPOBK Yepes fieHb MK fBa
nocne poxaeHus pebeHka.

e Ecnu B xofde obcneaoBanma y Balwero pebeHka OyayT BbIsiBAEHbI MPU3HAKM KAKOrO-11b0 13 3TUX
3ab0neBaHNit, NOAAAIOLLMXCS 1eYeHMI0, BaM NO3BOHWT BPay HOBOPOXAEHHOrO, YTOObI OpraH130BaTh
yX0[, 332 PEHEHKOM.

OBSA3ATE/IbHbIA CKPUHUHT HOBOPOXX/EHHbIX

e B wrare Maccadycerc OBA3ATE/NbHbI CKPYHUHT HOBOPOXXAEHHbBIX npoBoamnTCs C Lenbio
BbIsiB/IeHMS 3a00NeBaHWI, NeYeHne KOTOPbIX cYUTaeTcs bonee aPhEKTUBHbBIM, €CN HapyLieHne
OBHapy)KeHO BCKOPE NOCE POXAEHMS.

* [lo 3aKoHOfaTeNbCTBY WTaTa MaccayyceTc ace feTw, POAVBLIMECS B WTaTe MaccayyceTc, 4OMKHbI
nponTK obcnefoBaHyvie Ha NabopaTopHble MapKepbl Takmnx 3a00neBaHNii, NOAAAIOLLMXCH NeYEHMIO, 3a
VICKNtOYeHMEeM CyYaeB, Korfa POAMTENN BO3PAXaKOT MO PeNUrMo3HbIM yoexaeH M.

AOBPOBO/1IbHbIA CKPUHUHI HOBOPOXXAEHHDIX (nunoTHoe uccneposaHme)
e [llTaT MaccauyceTc Takxe NpefocTaBaseT ycayru AoOPOBONIbHOIO CKPUHUHIA HOBOPOXKAEHHbIX.

e [JOBPOBO/IbHbIV CKPUHWHT HOBOPOXAEHHbIX nossonseT wraty MaccadyceTc n3yyaThb
Llenecoobpa3HOCTb BKIKYEHWS HOBbIX 3ab01eBaHN B MPOrpaMmy CKPUHMHIA HOBOPOXKAEHHbIX.

° ,ﬂ,aHHOG MMNOTHOE NCCNeaoBaHMe, NMpoBOAMMOE B MaclTabe Bcero wraTa, npegcraBnder 60ﬂbLIJyFO
LUeHHOCTb ANnA 6y,D,yLLI,I/IX HOBOPOXOEHHbBIX 1 MOXET ObITb MNONE3HO Bawlemy MasblLly.

* /ina yuacmus eauie2o pe6eHKa 8 MaKOM UCC/Ied08aHUU He 83UMaemcs HUKaKasi donoNHUMenbHas
nnama u He mpe6yemcs donoNHUMEeNbHO20 83Mus Kpoeu.

e B COOTBETCTBUM C HOpMaMK LTaTa MaccadyceTc nocne poxaeHus peberka Bac CNpoCsaT, KenaeTte nu
Bbl Y4aCTBOBATb B MUNOTHOM 1ccnefaoBaHunu B obnact CKPVHUHIA HOBOPOX/AEHHbIX.

e [EC/IM N0 KaKoWi-To NpUYMHE Bbl He 3ax0TuTe y4acTeoBaTh B JOEPOBO/ILHON nporpaMme, Bal pebeHoK
TEM HE MeHee CMOXET BOCMO/b30BaTbCa BceMu npermyuiectsamu OBA3ATE/IBHOIO CKPUHNHITA
HOBOPOXAEHHbBIX.
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COAEP)XXAHME

06s3aTeNIbHbIN CKPUHUHT HOBOPOXXAEHHbBIX

® KaKoBa Lieflb MPOrpaMMbl CKPUHUHTE HOBOPOMAECHHDBIX? c..vuiiiiiiiieireseieieieitietetsete ettt 10

e KakoBa BEpPOATHOCTb, 4TO y MO€ro pe6eHKa eCTb 3a6oneBaH|/|e, KOTOpOe MOXHO

0OHaPYXWTb C NOMOLLbIO 06SA3aTENBHOMO CKPUHUHTA HOBOPOMAEHHDBIX? ..o 10
® KaK MPOBOAAT CKPUHUHT HOBOPOMIEHHDIX? ..o.iiiiiuitieieieeteieieits sttt ettt ettt es sttt s s ienes 10
e K70 pelwaerT, kakune 3aboneBaHns BXOAAT B CKPUHMHT HOBOPOMKAEHHDBIX? ..o 10
® MOXHO 11 OTKa3aTbCA OT yHaCTUA MOEro pebeHKa B CKPUHMHIE HOBOPOKAEHHDBIX? ... 20
® Kak MOXHO NOAYYUTb MH(OPMALMIO O pe3ynbTaTax aHaNM30B MOETO PEOEHKAT ... 20

® Jlevawmii Bpay pebeHKa roBOPUT, HTO MHe HY)XXHO NPUBECTU pebeHKa Ha Npuem no
pesynsTaTaM CKPUHMHIA HOBOPOXKAEHHbIX. 3HAYUT 11 3TO, YTO Yy pebeHKa ecTb Kakoe-To 3abonesanue?.....20

e KaKue paccTpoiCcTBa BKIKOYEHbI B MPOrpamMmmMy 0653aTebHOr0 CKPUHUHI HOBOPOKAEHHBIX ..., 30
® 470 1M3BECTHO 0 3a00/1eBaHMSAX, BKIOYEHHbIX B 0653aTeNbHbIA CKPUHUHT HOBOPOXKAEHHBIX? w.ovooieeienene. 30
e ObecneyeHyie Ka4ecTBa 1 YCOBEPLWIEHCTBOBAHMS CKPUHMHTA HOBOPOMKAEHHDBIX ...vueveerieeerreneiceseeeseescesenesenens 40

[06pOBO/IbHbIN CKPUHUHI HOBOPOXXAEHHbIX

® |lccnenoBaHus 3PHEKTUBHOCTM HOBbIX @aHAMN30B (MUNOTHbBIE UCCNEAOBAHMS) .oovvveieieieieeisieieie e 14

e Kakoe NMAoTHOE nccnefoBaHmne NPOBOANTCS Ha AaHHbIN MOMEHT? (L|BeTHOM BKNaabILL)
MoxeT N Ntob0iN HOBOPOXKAEHHbIN YHaCTBOBATE B MUNOTHOM NCCAEA0BAHMMNT ..oovevecee e 14

® [lo4yeMy CKPYHUHI HOBOPOXAEHHbIX Ha Hannyme HEKOTOPbIX 3ab0NeBaHNii NpefoCTaBNseTCS

B paMKax LOOPOBONBHOIO MMAOTHOMO UCCNEA0BaHNS U HE ABNFETCH 00A3aTENBHBIM? .. 14
® MOXHO /1M OTKa3aTbCA OT Y4aACTUA B MANOTHOM UCCIEAOBAHMINT oottt 20
® Kak3aperncTpnpoBaTbCA? KaK OTKA3ATBCA OT YHACTUAT ittt 20
® KaKOBbl OCHOBHbIE PUCKW MUNOTHOTO UCCNEA0BAHMS U MOMB3A OT HETO? .ttt 34
® [[1e MOXHO MOAYYUTb AOMONHNTENBHYIO MHPOPMALMIO O TEKYLLEM MUAOTHOM UCCAEA0BAHNMNT (... 34

® Y MeHs eCTb HEKOTOPble MPEANOXEHNS UV KOMMeHTapun. Kak ybeanTbCs B TOM, YTO MOM KOMMEHTapUi
OYAYT MPUHATBI K CBEAEHUIIOT . ooiiiiieieeiiseeiaeessisesi ettt bbb 40

JononHutenbHasa nHdopmauusa gnsa poagutenen o sabonesaHusax,
BKJ/IIOYEHHbIX B MPOrpamMMy CKPUHUHIa HOBOPOXXAEHHbIX, U UCCIeA,0BaHUAX
06 3¢hcheKTUBHOCTU 3TON NPOrpamMmbli

e CM. LUBETHOW BK/IA/bILL
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OBA3ATE/IbHbIN CKPUHUHT HOBOPOXXAEHHbIX

KakoBa uesib nporpaMmMbl CKpPUHUHTA HOBOpO)KAeHHbIX?

Llenb nporpammbl CKpMHMHIA HOBOPOXAEHHbIX — 06CNefoBaTh BCEX HOBOPOXAEHHbIX B LiTaTe MaccayyceTc Ha
Hanuyve paHHMX NPK3HaKoB psaa 3aboneBanyi, NOAAAIOWMXCA NeYeHNIO (COrnacHo HopMaM [lenapTameHTa
30paBooxpaHeHuns WraTa Maccadycetc 105 CMR 270.000).

KakoBa BepoOSITHOCTb, YTO Y MOEro pe6e|-||(a eCTb 3a60neBa|-me, KOTOpO€ MOXHO 06Hapy)KMTb C
nomMouibro obs3aTenbHoOro CKPUHUHIa HOBOPOXXAEHHbIX?

BeposiTHOCTb Hannuums y Ballero pebeHKa ofAHOro 13 3Tux 3aboneBaHnii o4eHb Mana. B pefkux ciydasx, koraa
0bOHapyXeHo Kakoe-n1Mbo 3abonesaHre, paHHAS AMarHOCTUKA U 1e4eHre, Kak MpaBuao, MoryT npeaoTBpaTHTh
npobnembl, CBI3aHHble C 3TUM 3a00NeBaHNEM.

CKPUHMHT HOBOPOX/AEHHbIX aeT BO3MOXHOCTb BbIiBUTb OnpefeneHHble 3a60neBanHus 40 NosBAeHNs
cMMNTOMOB. OfIHAKO HaM M3BECTHO, YTO laxe Camoe TulaTenbHoe 0bcnefoBaHve He Bceraa B COCTOSHUN
06Hapy1Tb 3abonesaHme. ECv pebeHoK BbIMSAUT HE310POBbIM, KaK MOXHO CKopee obpalljainTech K
nevatlemy Bpady.

Kak npoBogsT CKPUHUHT HOBOpO)KAeHHbIX?

Mo npowecTBun 24-48 4aCcoB NOCNE POXAEHNS MU HEMOCPEACTBEHHO Nepefl BbINMCKON 13 HONBHWLbI Y
pebeHka bepyT HECKONbKO Kanenb KPOBK 13 MATKN.

Mocne 3Toro 60nbHMLA, B KOTOPO poanncs pebeHok, oTnpasngeT 0bpasLsl KpoBKM B [porpamMMy CKpUHUHIA
HoBOpOXAeHHbIx B HoBon AHrnmm (New England Newborn Screening Program). MporpamMma nposoauT
CneymansHble aHanu3bl ans HebonbluMx 06pa3LoB KPOBYM 1 COObLLaeT nevalleMy Bpady Ballero pebeHka o
pe3ynbraTax.

Bax)cHo! [leTy, KOTOpble pOaNANCE BHE HONbHWMLBI, TaKXKe 4O/MKHbI MPOMTIN 06CNef0BaHMe, KenaTenbHoO
NO NPOLLEeCTBUM 24-48 4acoB Noc/e poXaeHNs. PoanTenn LOMKHbI AOrOBOPUTHCS O MPOBEAEHUM
CKPWHMHTa C Bpa4yoMm, 6ONbHULEN NI aKYLWEPKON.

KTo pelwaeT, Kakue 3a6os1eBaHUsl BXOGAT B CKPUHUHI HOBOPOXKAEHHbIX?

3a cocTaBneHune cnvcka 3aboneBaHuin OTBEYaeT YNOMHOMOYEHHbIV MO 3apaBooxpaHeHuio (Commissioner of
Public Health). SkcnepTHbIi COBET, B KOTOPbIV BXOAAT BPA4U, MEACECTPbI, y4eHble, CMeLManucTbl Mo 3TUKE 1
poAMTENN, PEKOMEHAYET YNONHOMOYEHHOMY 3a00/1€BaHMS, KOTOPbIE HY)KHO BKIOYMTL B CMUCOK. B cnncok
BK/ItOYAOTCS 3ab0NeBaHus, OTBevatole cneaytolmM ycnosuam: 1) 3abonesaHuie noanaeTcs ne4eHnto, 2)
CYWeCTBYET AOCTOBEPHbIN CMOCOH ero AMarHOCTNKN 1 3) paHHee MeMLIMHCKOe BMeLlaTelbCTBO MOMOXeET
HOBOPOXAEHHOMY.

CrpaHuua 10
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MO>XHO 11 0TKa3aTbCs OT y4acTUA Moero pe6eHKa B CKpUHUHIe HOBOPOXXA,EHHbIX?

B wtaTe MaccauyceTc Bbl MOXETe 0TKa3aTbCsl OT CKPUHMHIA HOBOPOXAEHHbIX MO PEANTMO3HbBIM YOEXAEHVISM.
Ecnn Bbl xenaeTe 0TKa3aTbCs y4acTys Ballero pebeHka B nporpamMmme 0653aTebHOro CKpUHMHTA
HOBOPOXAEHHbIX, BCE 0PULManbHble ONMeKyHbl HOBOPOXAEHHOIO AOMKHbI OyayT noanmncats hopMy 0TKasa. 3Ta
hopma 0cBobOXAaeT Bpada OT OTBETCTBEHHOCTY 3a YyLepb, NPpUYMHEHHbIV B pe3ynbTaTe 3a601eBaHus, KOTOpoe
MOT/10 ObITb BbISIBNEHO NpW 06CNeA0BaHNN.

Kak M0O)>XHO nony4YnTb MHOPMaL IO O pe3y/bTaTax aHa/IM30B Moero pe6eHka?

Pe3yneTaThl CKPUHMHIA HOBOPOXAEHHbIX Ballero pebeHka byayT nepefaHbl B 00NbHNULY, FAe OH POAMCS, U
neavaTpy, K KOTOPOMY OH NPUKPENeH. B 0TYeTax yKa3biBatoTCs BCe pe3ynbTaThl 0053aTeNbHOro 0bcnefoBaHns
1 pe3ynbTaTbl Kakoro-n1mbo fobpoBOIbHOIO (MMAOTHOrO) 0b6CcNeaoBaHs pebeHka.

Kpome Toro, ecnn pe3ynbraTbl aHanM30B YKa3blBAKOT Ha HEOOXOAMMOCTb NOCAeAytOLLEro HabNtoaeHMS (CM.
HVKE), Mbl yBeOMIM 06 3TOM BOMbHUILLY, Tae POAWCS peOEHOK, UK Nevallero Bpada pebeHka.

JNleyawmm Bpay pe6eHKa roBOpuUT, YTO MHE HY)XHO NpuBecTU pe6eHKa Ha Np1MeM No pesy/ibTaTam
CKPUHUHIa HOBOPOXXAEHHbIX. 3HAUYUT /1N 3TO, YTO Y pe6eHKa eCcTb KaKoe-To 3a6oneBaHue?

Heobs3aTenbHo. CyllecTBYeT HECKONbKO MPUYMH, MO KOTOPbIM Bpay MOXET NMoNpoCUTh Bac NpuBecTy pebeHka.
Hwvxe npriBefileHbl HEKOTOPbIE U3 HUX:

HeypoBneTBopuTenbHbIN 06pasel;: B oTrpaBneHHOM Ham obpasLie ObiNo HeoCTaTOYHO
KpOBW, Mnn obpasel, He NOAXOANT MO KaKMM-TO AAPYr MM NPUYMHAM, 1 Mbl HE CMOTAIM NMPOBECTH
BCe 06a3aTeNbHble aHaNM3bl B paMKax CKPUHMHIA HOBOPOXAEHHbIX. TpebyeTcst HOBbIN 0bpasel.

O6paseLl, B3AT CIMIWLIKOM paHo: Ecnv obpasel KpoBY Hbin B3AT paHblie, YeM Yepes 24 vyaca
nocne poxaeHus pebeHKa, HKHO Kak MOXHO CKOopee B35Tb ONOHUTENbHbIN 00pa3el.
O6pa3zel, KpoBM NyyLie Bcero bpaTb Mo NPOWeECTBUM 24-48 HaCOB NOC/E POXKAEHMS.

Pe3ynbTaT aHanu3a 3a npegenamm HOPMbI: Pe3y/bTaT aHann3a, BbIXOASWMIA 3a Npeaensl
HOPMbI, 03Ha4aeT, YTo TPEBYOTCS 1ONONHUTENbHbBIE 06CNe0BaHNS, YTOObI ONpeaenTh, eCTb
nvy Bawero pebeHka 3aboneBaHme. MIHOrAa 3TO 03HAYAET, YTO HYXKHO B35ATb LONONHUTENbHbIN
obpaszeL, MHOa — 4TO pebeHKy HYXHO NMPoWTK obcnenoBaHve y cneuyanmncTa B TedeHme
HECKO/bKUX AHEN, @ MHOTA@ — Y4TO pebeHKa HY)KHO NMOoKa3aTb CNeLnanicTy Kak MOXHO CKopee.
Nevawmin Bpay pebeHKa CKaXKeT BaM, Kak MOCTYMUTb.

MpumeyaHnue: Y HeOHOLIEHHbIX HOBOPOXAEHHbIX UMY HOBOPOXAEHHbIX C HM3KOM Maccol Tena
BblLLIe BEPOSTHOCTb TOrO, YTO Pe3ynsTaT aHanu3a nepBoro obpasia Kposu byaeT 3a npefenamn
HOPMBbI, AiaXKe ecnun y pebeHka Hem 3aboneBaHus.
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Kakue 3a6oneBaHus BxopaT B O6SA3ATE/IbHbIA CKPUHUHT HOBOPOXXAEHHDbIX?

|_|O,EI|pO6HbIIZ CMMCOK 3a6oneBaH|/||7|, BK/KOHYEHHbBIX B CKDUHWHT, MPVBOANTCA Ha LUBETHOM BKaAblLWe.

YT0 U3BECTHO 0 3a60N1€BaHNAX, BK/IIOYeHHbIX B OBSA3ATE/IbHbIA CKPUHUHT
HOBOPOXXAEHHbIX?

Mo HalMM CBEAEHMSM, CHUTAETCS, 4TO 3aboneBaHus, BKKOYEHHbIE B 0693aTeNbHbIN CKPUHWHT
HOBOPOX/AEHHbIX, MOAAAITCA NEYEHWHO.

CyLecTByeT MHOMO MHPOPMaLMK O MOCNEACTBUAX HEKOTOPbIX 13 3TUX 3aboneBaHui Ans
HOBOPOXAEHHbIX. ITO MOXeT OblTb CBSA3aHO C TEM, YTO HOBOPOXAEHHbIX C 3TVM 3ab0NeBaHneM
MHOrO, 4TO 0bCnefoBaHMe MPOBOANTCS Ha MPOTHKEHMUM [ONTOr0 BPEMEHM UK C 06enMun 3TUMK
NpUYMHaMK.

IMeeTCs [OCTAaTOYHO AaHHbIX B MO/1b3y TOro, 4TO COCTOAHME ﬂ,eTeM C HEKOTOPbIMM APYTMUN
3aboneBaHnAMHU 6y,£|,€T nyduie, ecin CBOeBpeMeHHO BbIABUNTb X H6one3Hb 1 HavaTb neveHue,
OlHaKO Yy HaC NMNOKa HeT I/IC“-IepI'IbIBaI-OLLI'eIZ VIHCIDOpMaLLI/II/I, I'IO3BOJ'IFHOLLL€IZ MPOrHO3NpPOBaTh
6yLLyLuee pe6eH Ka. ITO MOXET ObITb CBA3aHO C TEM, HTO HOBOPOXAEHHbBIX C3TUM 3aboneBaHmnem
O4Y€eHb Mano, 41o o6cnegosaH|/|e Havann npoBoAnNTb HEAaBHO VTN HTO NOABUIICA HOBbI BMA
nieveHn4.

[ns Toro 4TO6bBI NPEAOCTaBUTb Havbonee 4OCTOBEPHYIO MHMOPMALMIO MO yXO4y 3a PEOEHKOM U MPUHSATHIO
peleHuii, NporpaMma CKpUHMHIa HOBOPOXAEHHbIX COBKPaeT AaHHble O COCTOSHUM 3A0POBbS MNAUMEHTOB C
TaKvMK 3a60neBaHNIMMN.

Bug nHpopmMaLmm 3aB1CHT OT 3a00NeBaHMS 1 BKIOYAET CBEAEHWS O TOM, XWBbI 111 1 300POBb|
NV NAUWEHTbI 1 PEryNsapHO N1 OHM NocellatoT cneynanmcTa. pyrie cobrpaemble aHHble
no3BonatoT [Mporpamme CKpUHMHIA HOBOPOXAEHHbIX MPefoCcTaBNsaTs MHbOopMaLmMio o
3aboneBaHnN NegmaTpam 1 cemMbsiM AeTen.
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OBECNE4YEHUE KAYECTBA 1 YCOBEPLUEHCTBOBAHUE CKPUHWUHIA HOBOPOXXAEHHbIX

MporpaMmam CKpUHWHIa HOBOPOXAEHHbIX HEOHXOAMMO 3HATb, YCMELIHbI M OHM U KaK UX MOXHO
YCOBEPLIEHCTBOBATL. ITO 3HAYUT, YTO MPOrpaMMamM HY)KHO 3HaTb, COOTBETCTBYHOT N1 PE3YNbTAThl CKPUHMHIA
pe3ynsrataM AMarHoCTUKK, ITO TakKe 3HaYMT, YTO MPOrpaMMamM HYXKHO 3HaTb, KaK YyBCTBYIOT cebs aetu,
KOTOPbIM Db/l MOCTaBNEH AMarHo3 3aboneBaHns, BXOAALWEro B CKDUHUHT HOBOPOXAEHHbIX, 1 MPOAO/HKAIOT
NV OHW NonyYaTb HeobxoamnMblin yxoa. Coop MHGOPMaLMm NO AvarHo3am 1 ncxoay bonesHu BefeTcs C Lenbo
BCECTOPOHHEro yCOBEPLIEHCTBOBAHMS MPOrpaMmbl.

KpoBb, OCTaBLlIAsICs NOC/e aHaNM30B, MOXET XpaHNTbCA A0 16 neT. MiHoraa nHbopmalns o Bawem pebeHke
¥ OCTaBWasCa KpOBb MOMYT MCMOb30BaTHCS, YTOObI yAOCTOBEPUTHCS B 3DPEKTUBHOCTY CKPUHMUHI
HOBOPOXAEHHbIX. VIHOraa MHMopMaLums o BalweM pebeHKe 1 0CTaBLlascs KpOBb MOMYT MCMONb30BaTbCS,
4TOObI YNYYLWMTb Ka4eCTBO aHaNM308 B paMKax [1porpaMMbl CKPUHMHIA HOBOPOXAEHHbIX. B MHbIX Cyyasx
MHMOpMaLMs 1 OCTaBLIANACA KPOBb OyayT MCNONb30BATLCS B MEAVLMHCKIMX MCCNEAOBAHMSAX.

PackpbiTve nHdOpMaLum o BalieM pebeHKe gl MeAULUHCKUX UCC/Ief0BaHU:

Ecnv Baw WTaT NpefocTaBaseT BCEM HOBOPOXAEHHbIM YCNYrn LOOPOBONBHOMO CKPMHUHTA B paMKax
NUAOTHOIO UCCNEeROBaHMA, ANS NPefOCTaBAeHNS BaM 1 BalleMy pebeHKy AaHHbIX yCayr TpebyeTcs Balle yCTHoe
paspelleHuve.

Mpun NnpoBegeHnn MobbIX APYrX MEAVLIMHCKIMX MCCNEA0BaHMIA Mbl 0053aHbl, KDOME TOro, MOAYYNTb Balle
NUCbMEHHOe paspelleHme, Npexae YeM COoOLWNTL NMS Ballero pebeHKa KakoMy-1vbo rccnefoBaTtento.

Ecnuv gaHHble v ocTaBWwasacs KpoBb OyayT MCNONb30BaHbl B paMKax Kakoro-nnbo nccnefoBaHuns, To Takoe
MccneaoBaHme JOMKHO ObITh YTBEPXAEHO ABYMS rpynnamu nnL, obecnevmBatolyx 3alWmTy Npas Bawero
pebeHKa. Takme rpynmnbl Ha3blBAKTCS KOMUCCUSMM MO 0THOPY NauneHToB (Human Subjects Review Committees).
OfHa 13 KOMUCCUI MO OTOOPY NaLMEeHTOB COCTOMT Npu [lenapTaMeHTe 34paBoOXpaHeH s, apyrasg — npu
MegunumHCcKoM hakynsTeTe MaccayyceTcKoro yHrBepcuTteTa. PepepanbHoe NpaBUTeNbCTBO onpegenseT
npasuna u perynmpyet paboTy Kaxaon Kommccum. Kak bbi1o ckasaHo Bbllle, Npy NPpOBeAeHNI KaKoro-

nnbo nccnefoBaHns ¢ MICNONb30BaHWEM MMeHM Ballero pebeHKa Mbl 0653aHbl NONYYNTb Balle MMCbMEeHHOoe
paspeLlenve, npexge Yem nepefaTb MHMOOPMaLWIO O BalweM pebeHKe 1av ero 0CTasLLYCs KpoBb. [1pu
NpoBefeHun ApYrux nccnefoBaHnii bes ncnonb3oBaHUs UMeHU Ballero pebeHKa Komuccus no otoopy
NauMeHTOB NPUHMMAET pelleHre O TOM, 3aLMLLEHBI T AOMKHBIM 06Pa30oM NNYHbIE AaHHble Ballero pebeHka u
KaKoW ypoBeHb paspelleHus TpebyeTcs OT Bac. 10 BalleMy XenaHuio MOXHO 3anpeTuTb MCNoNb30BaTe 0bpasel
KpoBW Balwero pebeHka B Kakux-11bo MefnUMHCKIX UCCnefoBaHmsx.”

* Ecnu Bbl He XOTUTE, 4TOOLI 0bpa3el, KpOBYM Balwero pebeHKa MCnonb30Bancs B KaKMX-1Mb0 MeVLIMHCKUX MCCNefoBaHNsX,
Bbl AO/DKHbI HaNPaBMThb MMCbMEHHOEe 3asBeHNe AUPEKTOPY, a KONMK AAaHHOTO 3asBeHNS — 3aMeCTUTENIO AVpeKTopa U
rNaBHOMY MeAMLMHCKOMY crielmanucTy MNporpamMmbl CKpYHUHIA HOBOPOXAeHHbIX B HoBoM AHrnmm no agpecy New England
Newborn Screening Program, University of Massachusetts Medical School, 377 Plantation St, Worcester, MA 01605. [laxe ecu
00pasLubl 0CTaBLWeNCs KpoBM ByayT UCKM0YeHb! U3 nccnefoBaHuii, nporpamma NENSP TeM He MeHee MOXeT 1CMob30BaTh
Takue 0b6paslibl B MHbIX Lesix, HanpuMep Ans KOHTPO/S KavyecTBa 1abopaTopHbIX aHaNM30B.

CBA3b € BaMu: Mbl 3HaeM, YTO B CU/Y Pa3HbIX MPUYUH POAUTENM MOTYT NOMEHSATH BPaya 1 MOryT U3MEHUTb 1MS
cBoero pebeHka. Ecnu Bawemy pebeHKy MoCTaBaeH AvarHo3 OAHOro 13 3ab0NeBaH i, BXOASLIVX B MPOrpamMmMy
CKPWHWHIa HOBOPOXAEHHbIX, UV €CAN ero HeOOX0AMMO 06CNeaoBaTh, HTOOLI YCTAaHOBW T, €CTb 1M Y HEro Takoe
3aboneBaHue, Bbl MOXETE MONYYNTb MUCBMO OT [1pOrpaMmbl CKPUHUHIA HOBOPOXAEHHbIX B HOBOW AHIMM C
NpoctHOM MPOBEPUTH aKTyanbHOCTb MHMOPMaLIMK O Ballem pebeHke.
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AOBPOBO/IbHbI CKPUHUHI HOBOPOXXAEHHbIX

UccnepoBaHus 3¢d)eKTMBHOCTM HOBbIX aHA/IN30B (I'IVIJ'IOTHbIe MCCJ‘IeAOBaHMﬂ)

[lenapTameHT 30paBoOXpaHeHys WTaTa MaccayyceTc MOXXET Pa3peLlnTb ¥ MPOBOANTb UCCNEA0BaHNS

3 HEKTUBHOCTY HOBbIX aHaM30B B PaMKaXx NporpaMMbl CKPUHMHIA HOBOPOXAEHHbIX. iccneqoBaHmns
3hdHEKTUBHOCTU HOBbIX aHa/M30B, KOTOPbIE Ha3bIBAOTCS NMUAOTHLIMU UCCNeA0BaHMAMN, NPOBOAATCS, €C/N
[lenapTameHT 30paBOOXPaHeHs CYUTAET UX MOME3HbIMU KaK 151 OTAENbHbIX IOAEN, Tak 1 15 00LeCTBEeHHOTO
300P0OBbA B LiesIoM. Y pebeHka He byayT bpaTb 4ONONHNTENbHbIM 0bpa3eL, KpOBW, OIHAKO 3TN aHan13bl
NO3BO/AT BbISBUTb 3ab0/1€BaHNis, BbIXOASLIME 33 PaMKLM 06543aTeNbHOIO CKPUHMHIA, ONMCAHHOTO Bhille.

O pe3ynbratax MMAOTHbBIX MCCNeA0BaHMI COOBWIAETCS OAHOBPEMEHHO C pe3ynsTaTaMm 0053aTeNbHOro
CKPUHMHIA HOBOPOX[EHHbIX. Kak 1 B ciydae 0653aTebHOro CKPUHMHIA HOBOPOXAEHHbIX, MPY
nonyvyeHnn pesynbraTa, BbIXOAALWErO 3a Npeaesl HOPMbI, Nevallnil Bpay pebeHKa NpOKOHCYNbTUPYETCS C
COOTBETCTBYOLWMMM CNeumanvcTaMmmn Ans opraHm3saunm Heobxoammoro pebeHKy yxofa.

Kakoe nunoTHoe uccsiegoBaHue NPoBoAUTCS Ha JaHHbIA MOMEHT?

CM. UBETHOW BKNabiLL.

MoyeMy CKPMHUHI HOBOPOXXA,EHHBIX HA HAJIM4YMEe HEKOTOPbIX 3a60/1eBaHU NpeaoCcTaBNsAeTCs B
pamMKax f06poBO/IbHOr0 NUIOTHOIO UCC/IeA0BaHUSA U He AiBNAeTcs 06a3aTeNIbHbIM?

[lenapTameHT 30paBoOOXpaHeHus WTaTa MaccayvyceTc yCTaHOBWA, YTO Ha AaHHbI MOMEHT HeOCTaTOYHO
[lOKa3aTeNbCTB B N0Nb3y 0053aTENbHOMO CKPUHMHIA HOBOPOX/AEHHbIX Ha Hanu4ue 3ab60neBaHNii, BKMOYEHHbIX B
NUNOTHOE nccnepoBarve. lenapTameHTy TpebyeTtca bonblie MHMOPMaLMM No cnegytowiM BONPOCaM:

1. KakoBa nosb3a CKpUHMHIa HOBOPOXAEHHbIX Ha 3TN 3aboneBaHns? (MoMoraeT 11 OH COXPaHMTh XN3Hb?
MpenoTBpallaeT 11 OH OMacHble A XM3HKW nocneacTBus? CooTBETCTBYET NN 3MEKTUBHOCTb eYeHNs
OXNOAHNAM?)

2. KakoBa yactoTa 3Tux 3abonesaHnii B wrate Maccavycetc?

3. Hackonbko HagexHbl N1abopaTopHble aHaN3bl, KOTOPblE MPUMEHSAOTCS ANS BbISBNEHWS 3TUX 3aD0NeBaHNIA?

MoxeT nu No60oi HOBOPOXKAEHHBIW YYACTBOBaTb B NUIOTHOM UCC/Ief0BaHUN?

[a, ntoboi pebeHoK, BKIOYEHHbIV B MPOrpamMMy 0653aTeNbHOro CKpUHUHIA HOBOPOXKAEHHbIX, MOXKET B HYX
y4acTBoBaTb.
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MO)XHO /in OTKa3aTbCA OT y4aCcTUA B MUJIOTHOM uccnepoBaHuun?

[la. Bbl MOXETe 0TKa3aTbCs OT y4acTus Ballero pebeHka B TeKylleM NA0THOM UCCefoBaHumn no nboi
npuynHe. B cnyyae oTkasa Baw pebeHok HE byaeT obcnenoBaH HU Ha OHO 13 3a00NEBaHWIA, BKIKOYEHHbIX B
Tekyljee MUNOTHOE 1CchefoBaHKe. B cinyvae oTKasa Bal pebeHOK TeM He MeHee CMOXeT BOCMONb30BaTbCA
BCEMY NpenMyLiecTBaMm 0693aTeNbHOro CKPYHUHIG HOBOPOXKAEHHbIX.

Kak 3aperucrtpupoBatbca? Kak oTKkasaTbcsl OT yyacTusa?

Mocne poxaeHus pebeHKa Bac CNpocsiT, XOTUTe M Bbl, 4TOObI Ballero pebeHka obcnenosany Ha 3abonesaHus,
BXOAALLME B MUIOTHOE UCCeA0BaHMeE.

BaxxHo! Bac nonpocaT coobuimTh CBOV OTBET A0 OTNPaBKM 0bpa3ia KpoBu pebeHka B nabopatopuio.”

Baw oTgeT byaeT 3anuncaH Ha popMe B3STUS KPOBW Ha CKPUHUHT HOBOPOXAEHHbIX. [1oc/1e 3anmcK Balero
OTBeTa Ha AaHHOW hopMe BaM NpefocTaBaT Konuto (opMbl, KOTopas ocTaHeTcs y Bac. Obpasel, Konuu, KOTopYyHo
Bbl MOy4UTe, NPMBELEH B HaYane faHHom bpowwiopsl. (MprMeyaHve: BOIMOXHO, Bbl Y/TaeTe faHHY0 bpoLuopy
B NMepeBofe C aHIMMMINCKOTO A3blKa, OAHAKO KOMKS [OKYMEHTa, KOTopas OCTaHeTCs Yy Bac, byAeT Ha aHMMIACKOM
A3bIKe.)

* B naeane obpasibl 6epyT No NpowecTBum 24-48 4acoB NoOC/e POXKAEHUS UV Nepeq BbIMVMCKOM, ECV BbINMUCKA
OCYLLECTBASETCS paHblue, Yem Yepe3 24 Yaca nocne poxaeHns. YTobbl He 3agepxmBaTh 0653aTeNbHbI CKPUHWUHT
HOBOPOXAEHHbIX Ha 3aboneBaHs, 0bpasel, HYKHO B34Tb 1 OTNPaBKTL CBOEBPEMEHHO.
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KakoBbl OCHOBHbI€ PUCKU NMUIOTHOIO UCC/IeA0BaHUSA U NOJIb3a OT Hero?

Bo3mMO)KxHasa nosb3a

e Camoe BaxHOoe NpevMyLLeCcTBO ANs pebeHKa 3aKkIiodaeTcs B CefyoLem:
Ecnny pebeHka ecTb 3aboneBaHue, KOTOPOe BXOAMT B MCCNe0BaHMe, Bal pebeHoK byaeT nmeTb
BO3MOXHOCTb €ro BbIsiB/IEHWSI HA CaMOWi paHHel CTaaun.

® Byucne Apyrnx npenmMmyectB MOXXHO Ha3BaTb YAOBIETBOPEHKE OT TOrO, 4TO Bbl MOMOIIN OTBETUTb Ha
BaXXHble BOMPOChI, KOTOPbIEe MOTYT MOMOYb APYrM AETAM.

BO3MO)Hble pucku

® [NaBHbI PUCK ANs pebeHKa BO3HMKaeT pefKo:
Ecnny pebeHka nmeeTcs kakoe-To 3aboneBaHyie, KOTOPOE BXOAMT B UCCNENOBAHNME, 1 CCNefoBaHme
He BbIIBUT 3T0 3aboneBanyie y pebeHKa, BOSMOXHO, AvarHo3 byaeT NocTaBneH C 3afepXKKoit. ITOT PUCK
cyllecTByeT ans noboro obcnenosaHms. CUTyaums, koraa 3abonesaHue He ObIN0 0OHAPYKEHO, CyYaeTcs
PEAKO NPM MCMONBb30BaHMM KaK NPOBEPEHHbIX, TaK 1 3KCNEPUMEHTaNbHbIX METOA0B. ECnn pebeHoK BbITNSAnT
He340POBbIM, MPOKOHCYNETUPYMTECH C €r0 NEYallM BPAYOM.

® B 41CN0 NPOYMX PUCKOB BXOAMT BEPOSTHOCTL TOrO, 4TO 06CNefoBaHMe B Ka4ecTBe MOOOYHOro pesynbraTa
0bHapy*uT y pebeHka 3aboneBaHe UMK HapyLeHWe, BbISBEHME KOTOPOro He BXOAWO B 3aa4y
nccnenoBanHns. OfHW CHMTAIOT OOHapyKeHue Taknx 3aboneBaHuii NoNb301M 0T 0bCNel0BaHMS, a Apyrie —
ero puckoM. MoboyHble pe3ynbTaTsl MOXHO NOAYYMTb NPK BONBLIMHCTBE BUAOB 06CnefoBaHms. O Takmx
pe3ynbTaTax coobliaeTcs nevallemMy Bpady pebeHka.

e CaMblil pacnpoOCTPaHEHHbIN PUCK 3aK104aETCs B TOM, YTO Pe3y/bTaT CKPUHMHTA, BbIXOAALWMIA 32 Npeaess
HOPMbI, MOXET NOTPEHOBATL IONONHUTENBbHbBIX aHAINM30B 1 3aCTaBKTb BAC BOHOBATLCS, [1aXe ecnn
OKaXeTcs, 4To y pebeHKa HeT 3aboneBaHMs, BKIOYEHHOTO B CKPUHMHT HOBOPOX/AEHHbIX.

MpumeyaHue: Bce ycyru CKpUHUHIa HOBOPOXXAEHHDIX (KaK 06513aTe/IbHOT0, TakK U O6POBO/IbHOIO)
npepocTaBNAAOTCA B COOTBETCTBMU C MpaBuaaMu U Hopmamum witata Maccavycetc u CLUA no 3awumre
nepcoHanbHON MH(GOPMaLUM U COKPALLEHUIO PUCKA HapYLUEHUS KOH(MDUAEHLMANIbHOCTU. YYacTue B MUJIOTHOM
nccego0BaHUU He BieveT 3a c060i KaKMX-TM60 JOoNOIHUTE/IbHbIX PUCKOB.

Fae MOXXHO NONYYMTb JONOJIHUTENIbHYIO UH(POPMALUIO O TEKYLLLEM MUIOTHOM UCC/Iego0BaHUN?

CM. LUBETHOM BKNaablWw v pasaen «JononHutensHas nHMopMaums o TekylemM NMAOTHOM UCCAeA0BaHUM»,

P Crpanuua 3/}
{A University of
Z Massachusetts

UMASS.Medical School CKPUHUHI HOBOPOXXAEHHbIX B LUTaTe MaccauyceTc:
WHbopmMaums gns Bac v Bawero Manbiwa | [L06poBObHbIA CKPUHMHT HOBOPOXKAEHHbIX



Y MeHSl eCTb HeKOTOpbIe Npef10XKeHUs UM KOMMeHTapuu. Kak y6eguTbcsi B TOM, YTO MOM
KOMMeHTapuu 6yayT NpuUHATbI K CBeeHunio?

OTnpaBbTe CBOM 3aMeYaHus B MMCbMEHHOM BUAE B NHOOYIO0 13 NEPEYMCAEHHBIX HUKE KOMUCCUI MAW NPOTrpamM,
v JKCnepTHas Komuccns [lenaptameHTa no CKPUHUHIY HOBOPOXAEHHbIX MW NPeACTaBUTeNb KOMUTETA UX
paccMOTPUT.

Chairperson
Newborn Screening Advisory Committee

Massachusetts Department of Public Health
250 Washington St.
Boston, MA 02108-4619

Commissioner of Public Health

Massachusetts Department of Public Health
250 Washington St.
Boston, MA 02108-4619

Director
New England Newborn Screening Program

University of Massachusetts Medical School
Biotech 4, 2nd Floor
377 Plantation Street

Worcester, MA 01605-2300
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NONONHUTENBbHAA UHOOPMALIUA ANA POAUTE/NEN O 3ABONIEBAHUAX,
BK/IKOYEHHbIX B MPOrPAMMY CKPUHUHIA HOBOPOXAEHHbIX, U
UCCNEQOBAHUAX OB 3OOEKTUBHOCTU 3TON NPOTPAMMDbI
[ATA BCTYITIEHWA B CUITY: AMPEJIE 2025 T.

Cnucok 3a6onesaHuii, BKAtoueHHbIX B OBA3ATE/IbHbIA CKPUHUHI HOBOPOXAEHHbIX B
COOTBeTCTBUM C TpeboBaHMAMM [lenapTameHTa 34paBoOXpaHeHunA wrata MaccauyceTtc:

Bawero pebeHKa NpoBepAT Ha HaAnuYne NabopaTopPHbIX MAapKePOB cieaytowmx 32 3aboeBaHuUit:

GO L

e o
N OO Ul B W N R O

ApruHuHemus (ARG)

APrYHUH-AHTApHasA amuHoauuaypus (ASA)

Oedunumnt 6eta-ketoTnonasbl (BKT)

Oedunumt 6uotnHnaasbl (BIOT)

Odeduvunt kapbamonndocdat-cuHTeTasbl (CPS)
OednumT KapHUTUH-aUUNKAPHUTUH TpaHcnoKasbl (CACT)
[edeKT ycBoeHMa KapHuTrMHa (CUD)

UuTtpynnmHemus (CIT)

BpokaeHHas runepnaasunsa Kopbl HagnodyeyHnkos (CAH)

. BpoKaeHHbIN runotupeos (CH)

. BporkaeHHbI Tokconnasmos (TOXO)

. Mykosucumnaos (CF)

. FTanaktozemua (GALT)

. [nytapoBas auuaypwus tuna | (GAI)

. FomouucTnnHypus (HCY)

. 3-TMAPOKCKU-3-MeTUArNyTapoBas aumaypua (HMG)
. U3oBanepmnaHoBas aungemums (IVA)

18.

19.
20.
21.
22.
23.
24.
25.

26.
27.
28.
29.
30.
31
32.

Oedunumt anvHHouenovyeyHol 3-ruapokcmaumn-KoA-
nernaporeHass! (LCHAD)

JleiiunHos (MSUD)

Oednumt opHUTUHTPaHCKapbammnasbl (OTC)
deHunketoHypua (PKU)

CepnoBuaHoKkneTo4Haa aHemusa (Hb SS)
CepnoBuaHoe 3abonesaHue remornobuHa C (Hb SC)
CepnosuaHan 6eta-tanaccemus (Hb S/BTh)

Odeduuunt cpeagHeuenoyeyHol auma-KoA-gernaporeHasbi
(MCAD)

MeTnnamanoHoBas aumaemms, aebuumt mytassl (MUT)
MeTuamanoHoBasa auuaemms, kobanamuH A, B (Cbl A,B)
MeTtunamanoHoBas aumaemums, kobanamuu C, D (Cbl C,D)
MponuoHoBas aumaemusa (PROP)

Taxenblt KOMBUHMPOBaAHHbIN MMMyHoaebUUMT (SCID)
TuposuHemusa tuna | (TYR 1)

Oedunumnt aunn-KoA-germaporeHasbl 04eHb AJNHHOMN
uenu (VLCAD)

Ob6s3aTtenbHoe obcnenoBaHMe Ha HaaMume 3Tnx 32 3a601eBaHM MOXKET AaTb MHOOPMALMIO O CaeayroLLnX 3aboneBaHmAX U
paccTpoicTBax (M06OYHbIV pe3ynbTaT 06A3aTeIbHOro UCCNeA0BaHUSA):

a. ATUNWYHBIN MyKoBUCLMA03 (B ToM Ymcne CBAVD) 0. [unepmetnoHnHemus (MET)
b. 2-metun-3-rugpokcnbytnposasn aumaypusa (2M3HBA) p. Adeduuunt nsobytnpun-KoA-gernaporeHassol (I1BG)
c. Aednumt 2-meTnnbytupun-KoA-gerngporeHassl (2MBG) g. Adeduunt cpegHeuenoyeyHor Ketoauma-KoA-Tnonassl
d. Oedpuuut 3-meTunkpoToHnn-KoA kap6oKcunassl (3MCC) (MCKAT)
e. 3-MeTun-rnyTakoHoBas aumaypus (3MGA) r. KomnnekcHaa HefocTaTOYHOCTb Kapbokcunasel (MCD)
f. JlobpokauecTBeHHas runepdeHunanaHuHemus (H-PHE) s. He cBasanHbIn ¢ SCID nepBUYHbIN MMMYHOAEGULUT
8. [edULUT KAPHUTUH-NANLMUTOMATPAHChEpazbi IA 1 npoune 3aboneBaHus, CBA3aHHbIE C MOHWUKEHHbIM
(nevers) (CPT IA) yposHem T-numdoumtos
h. [edbuunt KapHUTUH-NanbMuTonnTpaHcdepassbl I (CPT II) t. [leuuut kopotkoLenoueuHol aunn-KoA-aernaporenass
i. UutpyannHemma tuna ll (CIT 1) (SCAD)
j.  OedekTbl bBuocmHTE3a KodepmeHTa bronTepuHa (BIOPT BS) U. AleguunT TPMYHKLMOHaNLHOTO benka (TFP)
k. [edekTbl pereHepaLmm KopepmeHTa buonTepuHa v Tuposuremua tuna ll (TYR Il
(BIOPT Reg) w. TuposuHemus Tuna Il (TYR )
. leduumT ranaktokuHass! (GALK) X. [laTonornyeckme BapnaHTbl remornobuHa (Var Hb)
m. JdeduuuT ranakToso-snumepassl (GALE) y. CraTtyc HocuTena Kakoro-anmbo 13 3aboneBaHum,
b P EREE e e () nepeyncaeHHbIX B NyHKTax 1-32 nam a-x.
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OnucaHue 3a6oneBaHuit, BKAOYEeHHbIX B OBA3ATE/IbHbI CKPUHUHT
HOBOPOXAEHHbIX

3aboneBaHus, BKAHOYEHHbIE B CKPUHUHT HOBOPOXKAEHHbIX, MOXXHO CrpynnMpoBaTh Nno NpUYnHE UanM cnocoby neyeHus
3aboneBaHus.

e AmMuHoaumaonaTum: HoBOPOXKAEHHbIE U NALMEHTbI C TAaKUMM 3a60/1EBAaHUAMM He NepeBapMBatoT O4HY U3
AMWHOKUCNOT B 06bI4HOM nuLLe. NOoCKO/IbKY X OpraHM3M HecnocobeH ycBanBaTb 0ObIYHYIO NMULLY, UM Ha3Ha4YaeTca
ocoboe nuTaHme. O6bIYHO IeYeHMEeM TaKMX AETEN 3aHUMAETCA CNeLLUannCcT No 06MeHy BELLECTB UAN FreHETUK-OUOXMMUK.

* BpoaeHHble UHOEKLMOHHbIEe 3a60n1eBaHUA: HOBOPOXKAEHHbIE C TaKMMU 33601€BaHUAMM 3aparKeHbI
onpeaeneHHbIMy 6akTePUAMM, BUPYCaMU UM NMapasuTammu. Pe6eHoK MoKeT bbiTb 3apakeH Bo Bpemsa 6epemeHHOCTH
WM poAOoB. J/IeYeHNeM TaKuUX AeTel 3aHNMAETCA CNELMANNCT Mo MHOEKLMOHHbIM 3ab0/1eBaHUAM.

* MykoBucumgos (CF): Y HOBOPOXKAEHHbIX U MALMEHTOB C 3TUM reHeTUYECKMM 3a60/1eBaHEM HapYLLUEHO NPOU3BOACTBO
BELLEeCTBA, HeOBXOAMMOro KNeTKaM JIETKUX U KULLeYHMKA. bes aToro BelecTBa B IerKnx 06pasyerca TOACTbIN C0M
BSA3KOW C/IM3M, B KOTOPOM PA3BMBAIOTCA JIErOYHbIE MHOEKLMUN. B KMLLEYHMKE C/IM3b Bbi3blIBAET NPOBAEMbI C YCBOEHUEM
nuwuy. JledeHnem Takux getein obbIMHO 3aHMMAKOTCA MY/IbMOHOJIOTU MW CMeLUanmncTbl Mo MyKOBUCLMA03Y B
Cneumnann3mpoBaHHbIX LLEeHTPaXx.

* JHAOKPUHONATUU: Y HOBOPOXKAEHHBIX M MALMEHTOB C TAKMMM 3a601€BaHUAMM He BbipabaTbiBaeTCca O41H U3 TOPMOHOB.
PebeHKy, OpraHM3m KOTOPOro He NPou3BOAUT TaKOW rOPMOH, Heobxoauma nomollb. O6bIYHO eMy AAtOT Npenaparsl,
cofeprKalive HeobXxoAMMbI FOPMOH. JledeHnemM Takux AeTeir 0bbl4HO 3aHMMAETCA SHAOKPUHOIOT UK NeamaTp,
paboTatowmii C SHAOKPUHONOTOM.

e JNeduuut bepmeHTOB, pacLiennaoWwmxX BUTAMUHbI U caxapa: HoBOPOXKAEeHHbIe M NaLMEHTbI C TaKUMM
3a60/1€BaHMAMM He YCBAMBAIOT Onpee/ieHHble BUAblI Caxapa, BUTAMUHOB UM APYrMX NUTaTeNbHbIX BelecTs. O6blYHO
NeYeHneM TaKux AeTei 3aHMMaeTCs CNeLMaancT no obMmeHy BeLLECTB UM FeHETUK-BUOXUMUK.

e HapylweHUa OKMCNAEHUA }KUPHbIX KUCAOT: HOBOPOXAEHHbIE U MALMEHTbI C TAKUMK 3a601€BaHUAMU HE MOTYT
MCMO/1b30BaTb KM Pbl, OT/IOXEHHbIE B OpraHu3me, A/1A NMoJsiyYeHnsa sHeprumn B cayyae HeobxoaumocTu. Ecam yenosek
C Takum 3ab60s1eBaHMEM HEKOTOPOE BPEMSA HE MOECT, TO CYLLECTBYET PUCK TOFO, YTO BarKHble GYHKLMKM ero opraHn3ma
npeKkpataT paboty. O6bIYHO eYeHEM TaKUX AeTel 3aHMMAaEeTCA CNeLManmucT No ob6MeHy BeLLecTB NN FreHEeTUK-
BMOXMMMUK.

e TlemornobuHonaTnm: Y HOBOPOXKAEHHbIX M NALMEHTOB C TAKUMM 3a601€BAHUAMM CYLLECTBYHOT M3MEHEHWSA KPACHbIX
KPOBAHbIX Te/ieLl, KOTOPble NPUBOAAT K TAKUM NPobiemam, Kak CepnoBUAHOKNETOUYHAA aHEMMA. ITO 3HAUUT, YTO
y pebeHka 60/blie BepOATHOCTb aHEMUM, MPUCTYMNOB 60N, MHCYbTa U YTPOXKAIOLMX 3KU3HU HEKUNIA. SledeHne
NEHULUIIMHOM MOKET NPeAoTBPATUTb Cepbe3Hble MHPEKLMN B paHHEM AeTCTBe. JledeHMeM TakUX NaLmMeHToB 06bl4HO
3aHWMAETCA remaTtosior.

* HapyweHusa obmeHa OpraHMUYecKUX KUCAOT: HOBOPOXKAEHHbIE U NALMEHTbl C TAaKUMMU 3abos1eBaHNAMM He ycBanBatoT
AMUHOKUNCNOTbI C pa3BETBJ'IEHHOl7I uenbo Nan IN3nHbl B 06bIYHOM nuuie. Takomy nauneHTy HeOﬁXOAMMa NMOMOLLb:
06bIYyHO emy AaloT cneunanbHYO NULLy U NPoBOAAT Ie4eHUe. O6bIYHO NeYEHNEM TaKUX NnaunMeHToOB 3aHMMaAETCA
cneunanunct no O6M6Hy BewecTs nan reHeTUK-6MOXMMUK.

e SCID, unu TAxKenblii KOMBGUMHUPOBAHHbIN UMMYHOAebULUT: ITO 3a60/1eBaHNE BbI3bIBAET CEPbE3HOE NopaxKeHue
MMMYHHOW cucTembl. HOBOPOXKAEHHbIE, He MOIyYMBLUNE SIEHEHWNA, YMUPALIOT B BO3PACTE HECKOIbKMX MeCALLEB, MOTOMY
YTO He MoryT No6opPoTb 0ObIYHbIE MHPEKLIMKM, KOTOPbIMUK 3apakatoTca Bce MNaAeHLbl. BONbLWNHCTBO AeTel, NOAYYUBLUMX
neyeHue, BbiXKMBaeT. JleyeHune pebeHka ¢ SCID BK/ItOYaeT nepecagKy KOCTHOrO Mo3ra. 3Ta npoueaypa nomoraeT pebeHKy
BbIXKUTb, TaK KaK NepecakeHHbI KOCTHbIN MO3r cnocobeH BbipabaTtbiBaTb T-1MMGOLUTLI, KOTOPbIE HE NPOU3BOANT
opraHuam aeteit ¢ SCID. JledeHneM Takunx NaLmeHToB 06bI4HO 3aHMMaeTCA NeguaTpP-MMMYHOIOT U TPAHCMIAHTO/IOT.

e HapyweHua uuKkna o6pasoBaHUA MOYEBUHDI: Y HOBOPOXKAEHHbIX U MALMEHTOB C TAaKMMU 3a601€BaHUAMM U3
KPOBOTOKa He BbIBOAUTCA a30T. Takne NaumeHTbl UMEIOT BbICOKUIN YPOBEHb TOKCMYHOIO aMMMaKa B KPOBU U HyXKaatoTcA
B HemeANeHHON nomoLn. OBbIYHO eYeHNEM TaKMX NALMEHTOB 3aHMMAETCS CNELMAANCT Mo 06MeHY BELLLECTB AN
reHeTUK-6UOXUMMUK.
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AononHutenbHaa uHpopmauyma o TEKYLLEM NMUTIOTHOM UCCNEAOBAHUU
Cnucok 3a6onesaHuii, BKAtoYeHHbIX B JO06POBO/IbHbIA CKPUHUHI HOBOPOXAEHHbIX,
npegnaraembii [lenapTtameHTOM 34paBooOXpaHeHuUA wrtaTta Maccauycerc:

Bac cnpocaT, xoTuTe in Bbl, 4TO6bI BaLero pebeHKa BK/IKUMAM B TEKYLLEE NMUIOTHOE UcCaef0BaHve wrata Maccadycetc. Ecim Bbl
coracuTech, Balero pebeHka NpoBepsaT Ha Hannume 1abopaTopHbIX MapKkepos 10 nepeumncieHHbIX HUKe 3a60/1eBaHu:

Dednumt gueHonn-KoA-pegykrasbl (DE RED): MaumeHTbl €
3TM 3ab60/1€BaHMEM HE MOTYT MPEe0bPa30BbIBATL ONPEAEEHHbIE
XUPbI B MPUHUMAEMO MULLE B SHEPTUIO U MOJHOCTbIO
3aBMCAT OT tO0KO3bl. COCTOAHME HOBOPOXKAEHHbBIX U AeTel C
3TMM 3a60/1eBaHNEM MOKET PE3KO YXYALUNTLCA MPU HEXBATKE
TNIHOKO3bl (Hanpymep, Npv rono04aHnm) UAU NPU NOBbLILLEHHO M
NnoTpebHOCTN B IHEPTUM (HampUMep, NPU HATMYUKN UHPEKLMIA).
CymMTaeTCs, YTO B HEKOTOPbIX C/ly4asix CBOEBPEMEHHOE SieYeHne
CNocobHO NpPesoTBPaTUTL CMEPTb U MHBAIMAHOCTb. O6bIYHO
Jle4eHMeM TaKMX NaLMEHTOB 3aHUMAETCA CNeLuanmcT no obmeHy
BELLLECTB MM FEHETUK-BUOXUMMK.

DOedunumt ryannguHoauetatmetTuntpaHcpepasol (GAMT):

6/7. Mykononucaxapugos tunos | ull (MPS v MPS Il):

OpraHusm naymeHTos ¢ MPS | unm Il HecnocobeH
YCTPaHATb MPOAYKTbI pacnaja C/IoXHbIX caxapoB. Korga
NPOAYKTbI pacrnaga Hakan/janBakTcA B OPraHN3Me, OHU
BbI3bIBAOT CHOM B PA3/IMYHbIX €70 CUCTEMAX, B TOM YMCae
M3MEHEeHMA BHELLIHOCTH, 3aZlePXKKU Pa3BUTUA U MHOTAA
cmepTb. CyLLecTBYIOT TAXKE/ble, YMEPEHHbIE U IeTKMe
dopmbl MPS | 1 MPS II. BonblUMHCTBO GOPM, BbISBIEHHbIX
NPV CKPUHUHIE HOBOPOXKAEHHbIX, ABNAAIOTCA TAXKENbIMU.
JleyeHnem Takmx NaLmMeHToB 06bIYHO 3aHMMaeTcA
KOMaHZa CrneLmnasanctoB pasHoro npoduns, B TOM Yucae no
06MeHy BeLLecTB U reHeTUKe.

MaymeHTbl ¢ aedmumtom GAMT He cnocobHbI 8. bBonesHb Momne c paHHUM gebiotom (Pompe): OpraHnsm
BblpabaTbiBaTh KpeaTuH. KpeaTuH HeobxoaMm Mo3ry U naumneHToB ¢ 60/1e3Hbto NMomne HecnocobeH paclennatb
MbILILAM A8 XPaHEHUA M ynpaBaeHus 3Hepruei. B OT/IOXKEHHbIN caxap. B pe3synbTare B opraHu3me, 0CO6EHHO B
pesynbTate y aetei ¢ aepuuntom GAMT HaumHatoT MbILLLIAX, HAKaN/IMBaeTcA M3bbITOK Caxapa, KOTOPbIV NPUBOAUT K
NPoABAATLCA TaKMe NPobHeMbl CO 34,0POBLEM, KaK HU3KUI TakMM Npobaemam co 340p0OBbEM, KaK cepaeyHble 3aboseBaHuA
MbILLEYHBIN TOHYC, 3a4EPKKN PAa3BUTUA U HAPYLUEHUSA M MblLLeYHasA c1abocTb, KOTOPasA OrPaHUYMBAET NepeaBUKeHME.
noseaeHus B Bo3pacrte oT 3 mecaues Ao 3 anet. CumTaercs, BonesHb ¢ paHHUM AeBOOTOM NPOTEKAET TAXKENO, @ 60NE3Hb C
YTO paHHee ieyeHue CNocobHO NPeoTBPATUTL 3TU No3aHUM AeboToM MOXKET NpoTeKaTb 6onee ymepeHHo. SleveHnem
npobaembl. ITU NALNEHTbI 0ObIMHO NPOXOAAT NeYeHune y TaKWX MaLMEHTOB 06bIMHO 3aHMMAETCA KOMaHA4A CNEeLManmncTos, B
crneumanncTa no metaboanmsmy UAn reHeTuKa. TOM YMCNe NeanaTp-KapAnOor, FTeHETUK U HEBPOJIOT.
CuHAPOM rMNepopHUTUHEMUN, TMNEPAMMOHUEMUN, 9. CnuHanbHaa MbiweyHasa atpodua (SMA): MaumeHTbl co
romouutpyanuHemum (HHH): Y naumerTos ¢ HHH u3 SMA cTpafatoT OT NPOrpeccupytoLLe rmben HePBHbIX KNETOK,
KPOBOTOKA He BbIBOAMUTCA a30T. B pe3ynbTate cogeprkaHue HEeobX04UMbIX AN1A PA3BUTUA U COXPAHEHMUA 340P0BbIX MbLLL,
aMMMaKa B KPOBU MOXKET MOAHATHCA [0 TOKCUYHOTO YPOBHS. CuyuTaeTtcs, 4To cywiecTByeT YeTbipe TMna SMA. Camas Taxkenas
CoCTOAHMA NaLMeHTa MOXKET Pe3Ko yXyALnTbCsA be3 bopma HaboAAeTCA y MAAAEHLLEB, KOTOPbIE MOYTU HE UMEoT
He3amennTeNbHOTo neveHuns. O6bIYHO NeYeHneM TakmuxX KOHTPO/A 33 MblLWLamK. Bosiee ymepeHHble GopMbl NOPaKatoT
NaLMeHTOB 3aHMMAETCA CNEeLMaNUCT N0 0BMEHY BELLECTB UK NOAPOCTKOB U MHOTAA B3POC/IbIX U BbI3bIBAKOT Y HUX MbILLEYHYHO
reHeTUK-OUOXUMUK. cnabocTb. JleyeHMeM TaKUX NALUEHTOB OObIYHO 3aHUMaEeTCA
ManoHoBas auuaemua (MAL): Y naumeHTos ¢ MAL He MRLPENPHFISEBEr ) RISl

BblpabaTbiBalOTCA HEOOXOAMMbIE KUPHbIE KUCIOTbI UNU He 10. X-cuenneHHas aapeHonenkoaucTpodua c paHHUM aebrotom

nepepabatbiBatoTCA AOMKHBIM 06pPa30M KMPbI B NyLLE. ITO
MOXeT Bbl3BaTb MOHUKEHHOE COAEP}KaHME Caxapa B KPOBMY,
YBE/IMYEHWE CEPALA, CNabbIN MbILIEYHbIV TOHYC, PBOTY, MOHOC,
06e3BOXKMBAHME UM KOHBYbCUMW. OBbIYHO IeYEHNEM TaKMUX
NaLMeHTOB 3aHUMAETCA CNEeLLMaANCT N0 0OMEHY BELLLECTB UK
reHeTUK-BUOXMMUK.

[eduuut cpeaHe-/KopoTKOLLENOYEYHOM 3-rmapoKcuauu-
KoA-perngporeHasbl (M/SCHAD): MaumeHTbl € 3TUM
3a60/1eBaHMEM HE MOTYT NPeobpa3oBbIBaTb ONpeseneHHble
YKUPbI B NPUHUMAEMOM MULLE B SHEPTUIO U NMONHOCTbIO
3aBUCAT OT IM110K03bl. COCTOAHWE HOBOPOXKAEHHBIX U AeTel C
3TUM 3ab01EBaHMEM MOXKET PE3KO YXYALINTLCA MPU HEXBATKE
T/I0KO3bI (HanpUMmep, NPU roN04aHMKU) AU NPU NOBbILWEHHO
NoTPe6bHOCTM B IHEPrUM (Hanpumep, NPy HaUYUU UHPEKLLUI).
CynTaeTcs, YTO B HEKOTOPbIX C/Iy4asaX CBOEBPEMEHHOE Jle4eHmne
CNocobHO NpesoTBPaTUTL CMEPTH U MHBANUAHOCTb. O6bIYHO
JleYeHneM Tak1X NaLMeHTOB 3aHMMAETCA CEeLLMaAMCT Mo 0bMeHy
BELLECTB WU FreHETUK-OUOXMMUK.

(X-ALD): B opraHv3me naumeHToB ¢ X-ALD Hakan/ivBatoTcs
JKMPHbIE KUCNOTbI M C TEYEHWEM BPEMEHM NOPAXKatoTCs
HaZNOYEYHWMKM, MO3T 1 CMUHHOM MO3r. Camas Taxkenas popma
HabtogaeTca y ManbumkoB ot 4 ao 10 fieT, KoTopas HauMHaeTcs
c npob6iem B NoBeAeHUW. 32 HUMM CIeAYHOT CNenoTa, ryXoTa,
KOHBY/IbCUW, NOTEPA MbILLIEYHOTO KOHTPO/IA 1 MporpeccupytoLlee
cnaboymue. JledeHMeM Takux NaLMeHToB 06bIYHO 3aHUMaeTCcA
KOMaHZa neAvaTpoB-TeHETVKOB, HEBPOJIOTOB U SHAOKPUHOJIOTOB.
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O6cnenoBaHue Ha Haanume aTmx 10 3a6oneBaHMI MOXKET AaTb MHGOPMALMIO O CaeayroL X 3a601eBaHUAX U PACCTPOMCTBAX:

MNcesgonedununt depmeHTa IDUA (anbda-L-maypoHnaassl), cBszaHHbIM ¢ MPS |
Mcesgonedununt pepmenTa I12S, cBazaHHbIN ¢ MPS I

BonesHb Momne c no3aHnUmM aebroTom
Mcesoomedunumnt pepmeHta GAA (anbda-rnoKo3naasbl), CBA3aHHbIM ¢ 6one3Hbio Momne
CuHapom LlenbBerepa v gpyrve nepoKCMcoMHbie 601e3HM (MoboYHbIN pe3ynbTaT obcneaoBaHus Ha X-ALD)

S oo 0 T w

CuHapom KnaitHdenbTepa n apyrue 3a6osieBaHus, CBA3aHHbIE C aHeymnionamei no X-xpomocome (MoboYHbIN pesynbTat
obcnenosaHus Ha X-ALD)

g. CraTyc HocuTensa Kakoro-am6o us atux 10 3abosesaHuii

OnucaHue TEKYLLUX NMUNOTHbIX UCC/IELOBAHUNA

3TM NUNOTHbIE UCCNEA0BAHNA NPOBOAATCA, MOTOMY YTO KCNEPTHAA KOMUCCUA LWTaTa MaccayyCceTc NO CKPUHUHTY
HoBopOXKAeHHbIX (Massachusetts Newborn Screening Advisory Committee) yctaHOBMAA, YTO OHWU NOTEHLMANLHO MOTYT BbITh
nosiesHbIMK. Llesibio Bcex 8 MMNOTHBIX MCCNef0BaHNIA ABNAETCA OTBETUTH HA OAHM U Te e 06LMe BOnpock!: ABiserca in
CKPUHWHT HOBOPOXKAEHHbIX HAa MPeaMEeT onpeae/IeHHOro 3ab60/1eBaHUA NMOIE3HbIM C KIMHUYECKOM TOYKM 3pEHUA U MPeBbILIaeT
2 No/ib3a oT 0bcnefoBaHNA ero Bpes,? Kpome aToro, Kaxkaas rpynna uccnefoBaHuii npecaeayeT onpeaeneHHyo Leb:

* WccnepoBaHue CKPUHUHIA 5 BPOXKAEHHbIX HapyLLIeHUi MeTabonmnama: ObbIYHO leYeHem NaLMeHToB ¢ 3TUMMI
HapyLWeHNAMM 3aHNUMAETCA CMELMANNUCT MO 0OMEHY BELLLECTB UIN TEHETUK-BUOXMMMK. Mbl 3HAEM, YUTO CKPUHUHT
HOBOPOXAEHHbIX MOXKET BbISBUTb AETEMN C STUMM HAPYLLIEHUAMM M YTO Er0 BO3MOMKHO MPOBOAUTL C MUHMMA/IbHbIMM
nocaeacTBUAMM A1 AETEN, Y KOTOPbIX HET TakMX HapyLweHuid. O4HaKo nepBble YeTblpe HapyLIEHUA B STOM CMIUCKE TaK PEAKM,
YTO Mbl MO-MPEXHEMY 3343EMCH BOMPOCOM, MPUHOCUT /Y CKPUHUHT A0Ka3aHHY0 Mo/ib3y. Llenbio aToro nccnegosaHmns
ABNAETCA NPOJO/IKEHME COOpa AAHHBIX AJ1A TOTO, YTOBbI YCTaHOBUTb, CYLLECTBYET /IN TaKasA No/b3a.

* WUccnepoBaHUe CKPUHUHIA TPEX IN30COMHbIX 601e3Heit HakonneHua (MPS |, Il u 6onesHb Momne): CornacHo
npeaBapuUTeNbHbIM AaHHBIM K/IMHUYECKUX MCCNe[0BaHUI Cpeau AeTel CTapLuero Bo3pacTa, MOXKeT bbIiTb M0E3HbIM PaHHee
0bHapyyKeHWe 3TUX ABYX HAPYLLEHWIA, KOTOPOE NO3BOAET HA4YaTb CBOEBPEMEHHOE IeYeHNE MeToAamMM GepMeHToTepanmen 1
nepecagku CTBOI0BbIX KNETOK. OAHAKO HaM TaKKe M3BECTHO, YTO CKPUHMHI HOBOPOXKAEHHBIX HA MPEAMET STUX ABYX
HapyLUeHW HecnocobeH HazeXHbIM 06pasoM ONpeaennUTb, POAUCS U PEBEHOK C TAXKENON AW Nerkoi popmoit 6onesHu u
NOABATCA JIN Y HEFO CUMMTOMbI B MJI3AEHYECKOM MW B3POC/IOM BO3pacTe. B OTHOLLEHMM HEKOTOPbIX MALMEHTOB HEACHO, KOrAa
HY>KHO HaYMHATb JIeYeHMe, U 3Ta HeonpeaeIeHHOCTb MOXKET MPUYMHUTL UM Bpes, JleyeHeM NaLMeHTOB C TaKUMM
HapyLUeHUAMM 0ObIYHO 3aHMMAETCA KOMaHAA NeauaTPOB-FEHETUKOB M HEBPOIOTOB. LLesbio 3TOro uccnesoBaHUA ABASETCA
YCTaHOBWTb, HACKO/IbKO 3P HEKTUBEH CKPUHUHT, BO3MOXKHO /1M LiesIeHanpaBieHHO 06c1e10BaTh TEX IFOAEN, KOTOPbIE MosyyaTt
MaKCMMaJIbHYHO M0J1b3Y OT CBOEBPEMEHHOTO JIEYEHMSA, U MPEBBILLAET JIN NMO/b3a CKPUHUHIA U IEYEHUA BPeS, OT Hero.

*  WUccnepoBaHue nosb3bl cKpUHMHIa SMA: CorlacHO Z@aHHbIM KAMHWUYECKUX UCCNeA0BaHUI Cpeay MIAAEHLEB U AeTeN CTapLuero
BO3PAcCTa, MOTEHLMA/IbHO BO3MOXKHO U3MEHUTb TeYeHUE 60Ne3HM MM OCTAHOBUTL € MPOrPECCMPOBAHUE, EC/IN HAYATb JIeYEHUE
cBoeBpeMeHHO. OHaKo, HECMOTPA Ha 0A06peHMe YNpaBaeHMEM NO CAHUTAaPHOMY HaZ30pPY 33 KaYeCTBOM MULLLEBbIX MPOAYKTOB
1 meamkameHToB (FDA) npenaparta ana neyeHns SMA, aHHbIe TaKuMX KAMHUYECKMX UCCAEeA0BaHMI NOAYHEHbl HeAABHO, U
[0rOCPOYHbIe Pe3ybTaTbl IeYEHUA, B TOM YMCE BPes, OT HEro, elle He bblan 3adrKcupoBaHbl. JIeHeHMeM NALMEHTOB C TaKUMU
HapyLUeHUAMM 0ObIYHO 3aHMMAETCA KOMaHAA NeauaTPOB-FEHETUKOB U HEBPOIOTOB. LLesblo 3TOro uccnesoBaHuUA ABASETCA
YCTAHOBWTb, HACKO/IbKO 3ODEKTUBEH CKPUHWHT, BO3MOMKHO /1M €r0 YCOBEPLLIEHCTBOBATb, ONPABAbIBAET /I JIEHEHNE BO3/laraeMble
Ha Hero HaeXabl M NPEBBILLAET /IN NOJIb3a CKPUHUHIA U JIEYEHUA KAKON-IMB0 Bpes, OT HUX.

* WUccnepgoBaHue Nosb3bl CKPUHUHIa X-ALD: PaHHee o6Hapy»keHue X-ALD no3sosseT HabaoaaTb 3a AeTbMM € X-ALD, 4To6bI
MOYHO ObI/I0 HaYaTb UX IEYEHUNE, KaK TOJIbKO B HEM BO3HUKHET HEOOXOAMMOCTb, YTO YyYLIAET Pe3y/bTaTbl IEYEHUS.
JleyeHrem NaLmeHToB ¢ HapyLweHaMM X-ALD 06bl4HO 3aHMMAETCA KOMaHAa NeanaTpoB-TeHETUKOB, HEBPOIOTOB U
SHAOKPUHOIOTOB. XOTA CYLLECTBYET YETKMIM CTaHAAPT B OTHOLLEHWUM CUMMTOMOB, NMPU BOSHUKHOBEHMM KOTOPbIX HYXKHO
HauYMHATb JIeYeHMe, OT MOCTAHOBKM AMArHo3a A0 Hayasna IeYeHNA MOXKET NMPOUTH MO KPaHEN Mepe ros, a UHOT4a HECKOIbKO
net. Llenbto aToro nccneoBaHnA ABAAETCA YCTaHOBUTb, MOXKHO /11 C BbICOKOM A0JEN YBEPEHHOCTM BbIABUTL AETEM, KOTOPbIM
He3ameaAnUTeIbHO TPebyeTcs MOMOLLb, M MPEBLILIAET /X M0/b3a CKPUHUHIA U JIEYEHNA BPES, OT HUX.

m Anpenb 2025r.

wass Chan CKpMHMHI‘ HOBOPOXAEHHbIX B WTaTe MaccaqyceTc:
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