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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

m University of
Z Massachusetts

UMASS.Medical School CKPUHUHI HOBOPOXXAEHHbIX B LUTaTe MaccauyceTc:

WHdopmaums gns Bac n Ballero masnbiwa | NMpumep dopmbl cornacus Ha 3a6op KpoBu



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»,
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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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AOMNO/IHUTE/IbHAS UHOOPMALMA ANS POOUTE/IEN O 3ABOJIEBAHUAX,
BK/IFOMEHHbIX B MPOrPAMMY CKPUHUHIA HOBOPOXXAEHHDbIX, U
UCCNEQOBAHUAX OB 30 PEKTUBHOCTU 3TON NPOrPAMMbI

AATA BCTYTIJTIEHVIA B CUTTY: AHBAPbB 2018 T.

Cnucok 3a6oneBaHuit, BKIOYeHHbIX B OBSA3ATE/IbHbIA CKPUHUHT HOBOPOXXAEHHbDIX B
COOTBETCTBUU C TpeboBaHUAMMU [lenapTaMeHTa 3apaBoOXpaHeHus WTata Maccavycerc:

Baluero pebeHka NpoBepsiT Ha Hanuyve n1abopaTopHbIX MApKepoB creaytoLyx 32 3abonesaHuii:

© 0o N o O R W N

e SO
~N o gk WD 2o

ApruHnHemus (ARG)

APrUHUH-IHTapHas amyHoaumaypus (ASA)

Nednumnt 6eta-ketoTronassl (BKT)

Nedunumnt buoTnHmaassl (BIOT)

Nednumnt kapbamounndocdat-cuHTeTasbl (CPS)
[ednumnT KapHUTUH-aUMNIKapHUTUH TpaHcaoka3sbl (CACT)
[NedexT ycBoeHns kapHUTMHa (CUD)

UnTpynnunemus (CIT)

BpoxaeHHas runepnnasns kopbl HagnodeuHunkos (CAH)
BpoxaeHHbI runotrpeos (CH)

BpoxaeHHbI Tokconnasmos (TOXO)

MykoBucumnao3 (CF)

Fanaktosemus (GALT)

CnyTaposas aunaypvs Tuna | (GAI)

rfomoumcTrHypus (HCY)
3-rnapoKcu-3-meTunrayTaposas auvaypus (HMG)
13oBanepuaHoBas aunaemus (IVA)

18.

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

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

OedbnunT onnHHoUenoYeuHol 3-ruaporcraumn-KoA-
pernaporeHassl (LCHAD)

NenumHos (MSUD)

[edununT opHUTUHTpaHckapbammnassl (OTC)
deHnnkeToHypus (PKU)

CepnoBuagHokneTo4Has aHemus (Hb SS)
CepnoBuaHoe 3abonesaHue remornobuHa C (Hb SC)
CepnoBuaHas 6eta-tanaccemus (Hb S/RTh)

Oednunt cpegHeuenodeyHor aumn-KoA-gernaporeHassi
(MCAD)

MeTunmanoHoBas aumaemus, neduumt mytassl (MUT)
MeTunmanoHoBas aumaemus, kobanamut A, B (Cbl A B)
MeTunmanoHoBas aumgemus, kobanamut C, D (Cbl C,D)
MponvoHoBas aumaemus (PROP)

TsHKENbIN KOMOUHUPOBAHHbBIN MMMyHoaeduuuT (SCID)
Tupo3svHemus Tuna | (TYR )

Oednumnt aumnn-KoA-gernaporeHasbl 04eHb AIVIHHOM
uenn (VLCAD)

Obs3aTenbHoe 0bcnenoBaHyie Ha Hanuume 3Tux 32 3aboeBaHmii MOXeT AaTk MHMOpMaLMIo O creayroLinx 3aboneBanyisx v
paccTpoincTBax (MoboYHbIN pe3ynbTaT 0643aTeNbHOro UCCNef0BaHNs):

@ "o a0 T W

7

ATVNNYHBINA MyKOBUCLMAO3 (B TOM Yncne CBAVD)
2-MeTuUN-3-rnapoKcnbyTMpoBas aumaypus (2M3HBA)
Oedununt 2-meTnnbyTnpun-KoA-nervaporeHassl (2MBG)
JednunT 3-MeTnnKpoToHNA-KoA Kapbokcunassl (3MCC)
3-MeTun-rnyTakoHoBas aunaypus (3MGA)
[obpokavecTBeHHas runepdeHnnanaHnHemns (H-PHE)

[ednunT KapHUTUH-NanbMUTOUNTPaHCHepasbl IA
(neyeHb) (CPT IA)

[ednunT KapHUTUH-NanbMuToUnTpaHchepassl I (CPT 1)
UnTpynnuHemus tuna Il (CIT 1)
[edekTbl brocnHTe3a KohepmeHTa brionTepunHa (BIOPT BS)

[edekTbl pereHepaLn kodepMeHTa b1MonTepUHa
(BIOPT Reg)

[JednunT ranakTokmHasbl (GALK)
JednumT ranakto3o-3nmmepassl (GALE)
rnyTapoBas aumaemus Tuna Il (GA2)

University of
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MMnepmeTuoHnHemmus (MET)

p. [dedburunt n3o06yTrpun-KoA-nervaporexHassi (IBG)

< x g2 < ¢

[Jednunt cpegHellenoveyHom keToaumn-KoA-Tronassi
(MCKAT)

KomnnekcHas HeoCTaToqHOCTb KapboKcrnassl (MCD)

He cBsizaHHbIV ¢ SCID nepBUYHbIN MMMyHOAEDULNT
v NpoYne 3aboneBaHus, CBA3aHHble C MOHKEHHbIM
ypoBHeM T-MMMdOoLNTOB

[edunumnT KopoTKouenoyeyHow aumn-KoA-gernaporeHassi
(SCAD)

OedununT TpudyHKUMOHaNnbHOro 6enka (TFP)
Tupo3nHemns Tvna Il (TYR I1)

TupoanHemns Tvna lll (TYR 1)

MaTonoruyecKkmne BapmaHTbl remornobuHa (Var Hb)

CTaTyc HoCMTENS KaKoro-nmnbo 13 3abonesaHuin,
nepeyncineHHblx B MyHKTax 1-32 nnu a-x.

CKPUHUHI HOBOPOXXAEHHbIX B WuTaTe MaccauyceTrc:
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OnucaHue 3a6oneBaHuit, BKAOYeHHbIX B OBS3ATE/IbHbIN CKPUHUHI
HOBOPOXAEHHDbIX

3aboneBaHuisi, BKIUYEHHbIE B CKPUHWUHT HOBOPOXKAEHHbIX, MOXHO CTPYNAMPOBaTh MO MPUYMHE MW CMOCODBY NeveHns
3abonesaHus.

e AMMHoOauumponaTuu: HoBOPOXAEHHbIE 1 MalUMEeHTbl C TakMI 3aboneBaHUSMN He MepeBapyBatoT OfHY 13
aMVIHOKMCNOT B 0ObIYHON MuLLe. TTOCKOMbKY MX OpraHn3M HECMOCOOEH YCBaVBaTh OObIYHYHO MKLLY, M Ha3HaYaeTcs
0coboe nuTaHme. OBbIYHO NeYeHVEM TaKMX AeTEN 3aHMMAETCs CNELManMCT No 0BMeHyY BELLECTB UM FEHETUK-OMOXMMUK.

° BpoxpaeHHble UH(DEKLMOHHbBIE 3a601eBaHUA: HOBOPOXAEHHbIE C TaKUMU 3a60NEBaHMSIMI 3apaXeHbl
onpeneneHHbIMU 6aKTeprsMm, BUpycamu Unu napasnTamu. PEOEHOK MOXET ObITb 3apaXeH BO BpeMs bepeMeHHOCTH
VAW POMIOB. /leYeHVeM TaknxX AeTei 3aHUMaeTcs CneumanmicT No MHMEKLMOHHbIM 3aboeBaHysM.

e MykoBucuuaos (CF): Y HOBOPOXAEHHbIX 1 NALIMEHTOB C 3TUM FreHeTUYeCKM 3a601eBaHNEM HaPYLLIEHO MPOM3BOACTBO
BelllecTBa, HEOOXOAMMOTO KNEeTKaM NEerkux 1 KuLevH1Ka. bes aToro BellecTBa B erkyx 0bpasyeTcs TONCTbIN CoK
BSI3KOW CNM3M, B KOTOPOM Pa3BMBAOTCS NIEroyHble MHMeKUMM. B KueyHnKe Ci3b Bbi3biBaeT NMPpobaeMbl C yCBOEHNEM
nuLn. fledeHrem Takux AeTein 06blYHO 3aHNMAOTCS MYNbMOHOMOMM AN CReLManmncTbl Mo MyKOBUCLIMA03Y B
crneunanm3vpoBaHHbIX LIEHTPaXx.

® JHAOKPMHONATUMU: Y HOBOPOX/AEHHbIX 1 MaLMEHTOB C TaKMMK 3a00/1eBaHNAMU He BbipabaTbiBAETCS OAMH 13 FOPMOHOB.
PebeHKy, OpraHy3M KOTOPOTro He MPOM3BOANT TaKol FOPMOH, HeobxoarMa nomollb. ObbIYHO eMy fatoT Npenaparsl,
cofiepxalume HeobXo4MMbIA TOPMOH. JIe4eHeM Takmnx AeTei 0bbIYHO 3aHMMAETCS IHAOKPUHONOT AW NeanaTp,
paboTatolWnii C 3HAOKPUHOMOIOM.

e [Neduuut hepMeHTOB, paclyensioLWmUX BUTaMUHbI U caxapa: HOBOPOXAEHHbIE 1 MaLMEeHTbl C TaKUMY
3ab0/1eBaHVAMY He YCBarBatoT onpefeneHHble BUibl caxapa, BUTAMUHOB UM APYT X MUTATENbHbIX BellecTB. O6bl4HO
nevyeHreM Takux AeTei 3aHMMaeTcs CReLnanicT No 0bMeHy BeLECTB UV FeHeTUK-O1OXMMUK.

° HapyueHus OKUC/IEHUS XKUPHDbIX KUCIOT: HOBOPOXKAEHHbIE U NaLMeHTbl C TaK1MMM 3a601€BaHNSAMU He MOTYT
VCMOMb30BaTh XMPbl, OTNOXKEHHbIE B OPraHn3Me, s NonyYeHus sHeprm B cydae HeobxoamumocTu. Ecin yenosex
C TaK1M 3ab0/1eBaHNEM HEKOTOPOE BPEMS He MOECT, TO CYLLIECTBYET PUCK TOr0, YTO BaXHble MYHKLMIM €ro OpraHi3ma
npeKpataT paboTy. O6bIYHO NeYeHneM TaKmnx AeTel 3aHMMaeTcs CneUnanmcT No 0bMeHy BeWEeCTB UAN reHeTUK-
BUOXNMUK.

e TemMorno6uMHONaTUM: Y HOBOPOXAEHHbIX 1 MALMEHTOB C TaKMMU 3a001eBaHUSAMU CYLLECTBYIOT M3MEHEHUS KPaCHbIX
KPOBSIHBIX TENEL, KOTOPbIE MPUBOASAT K TaKMM Npobnemam, Kak CeprnoBUAHOKNETOYHAs aHeMUS. ITO 3HAUYUT, HTO
y pebeHKa H60o/blie BEPOSTHOCTb aHEMUW, MPUCTYNOB HON, MHCYABTA 1 YTPOXAIOLWMX HKU3HN NHDEKLNA. [leveHne
NEHNLMNNMHOM MOXET NPefoTBPaTUTb cepbe3Hble MHMEKLMM B PaHHEM AeTCTBe. /Ie4eHVeM TaKkuX NalyeHTOB 0ObIYHO
3aHMMAETCS reMaToor.

© Hapyl.uel-wm obMeHa OpraHU4YeCKUX KUCoT: HOBOpO)KJZLeHHbIe N nauneHTbl C TaKMMU 3ab0neBaHUAMN He yCBavBatoT
dMWHOKNCAOThI C pa3BeTBﬂeHHOIZ Uenbto A N3nHbl B 0bObIYHOWN nuue. TaKOMy nauneHTy HeO6XOQV]Ma MOMOLLb:
00bIYHO eMy AatoT CrneuranbHyo NMnLLY 1M MPpOBOAAT IeHeHNE. OBbIYHO NeYeHreM TaKnx MnauneHToB 3aHMaeTCA
cneynanmnct no O6M€Hy BeWecTB UNnn reHeTu K-BUOXMMUK.

e SCID, unu TXKenblit KOM6UHMPOBAHHDbIN UMMYHOAEDULUT: ITO 3a00/1EBaHME BbI3bIBAET CEPLE3HOE MOPAKEHME
MMMYHHOW CCTeMbl. HOBOPOXAEHHbIE, He MOMYUYMBLLVE NEYEHNS, yMUPAOT B BO3PACTE HECKOMbKMX MECSLIEB, MOTOMY
4TO He MOTyT NOHOPOTb OObIYHbBIE MHPEKLMN, KOTOPLIMM 3apaXaOTCs BCe MaaAeHLbl. BONbLWIMHCTBO AeTel, NonyYMBLINX
neveHue, BbhkmBaeT. /ledeHne pebeHka ¢ SCID BKAtoYaeT nepecaky KOCTHOro Mo3ra. 3Ta npoleaypa noMoraeT pebeHky
BbKWTb, TaK KaK MepecaxeHHbli KOCTHbIM MO3T CrocobeH BbipabaTbhiBaTh T-NTMMQOLMTbI, KOTOPbIE He MPOWU3BOANT
opranusm aeteii ¢ SCID. NledeHnem Takmnx NauMeHToB 0ObIYHO 3aHUMAETCS NeanaTp-MMMYHONOT M TPAHCMNAHTOMOT.

e HapyuweHus yukna o6pa3oBaHUsi MOYEBUHDI: Y HOBOPOXAEHHbIX Y MaLMEHTOB C TaKMMK 3aboneBaHnsaMm 13
KPOBOTOKa He BbIBOAMTCS a30T. Takue NauMeHTbl UMEOT BbICOKMI YPOBEHb TOKCMYHOIO aMMIaKa B KPOBM W HY)XKAatoTCs
B HeMenneHHo nomolm. OBbbIYHO NeYeHEM TaKNX NALMEHTOB 3aHVMaeTCs CNELMANICT Mo OBMEHY BELIECTB MK
FeHETUK-ONOXMMUIK.
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AononHutenbHas uHpopmaumsa o TEKYLLEM NMUIOTHOM NCCNEQOBAHUN

Cnucok 3a6oneBaHuit, BKAOYeHHbIX B JOEPOBOJ/IbHbIA CKPUHUHI HOBOPOXXAEHHDIX,
npepnaraeMbiil [lenapTraMeHTOM 34 paBoOXpaHeHus WwTaTa Maccavycerc:

Bac cnpocsiT, xoTuTe N1 Bbl, 4TOObI Ballero pebeHKa BKIKYMAN B TEKYLLEE NMUIOTHOE 1CCefoBaHe WTaTa MaccavyceTc.
Ecnw Bbl cornacutecs, Bawero pebeHka NpoBepsT Ha Hanvdme NabopaTopHbIX MAPKEPOB 8 MePeYMCAEHHbIX HIKe

3abonesBaHni:

1. Aeduuut gueHoun-KoA-pepykrasbl (DE RED): MaLneHTsI
3TVM 3ab0neBaH1eM He MOryT NPeobpa30BbiBaTh ONpefeaeHHble
KVPbI B NPUHUMAEMOW MULLE B SHEPTUIO U MONHOCTbIO
3aBUCAT OT MtOKO3bl. COCTOSIHNE HOBOPOXKAEHHBIX 11 IETEN C
3TUM 3200/1€BaHNEM MOXKET PE3KO YXYALIMUTLCS NPV HEXBATKE
MNIOKO3bI (HanpyvMep, NPy ronoAaHMK) AU NPV NOBbILLEHHOM
NOTPEBHOCTM B 3HEPriv (Hanpumep, Npu Hanuyum HbeKLmi).
CYynTaeTcs, 4TO B HEKOTOPLIX C/TyYasix CBOEBPEMEHHOE fleveHue
CNoCoBHO NPefoTBPaTHTL CMEPTL U MHBaNMAHOCTb. OBbIYHO
NeYeHneM TaKknx NalUyeHTOB 3aHUMAETCs CNELMAnCT No 0bMeHy
BELLECTB WU reHETUK-OUOXMMUK.

2. CUHAPOM rMnepopHUTMHEMUN, FTUNIEPaMMOHUEMUH,
romouuTpynnudemum (HHH): Y nauypeHtos ¢ HHH 13
KPOBOTOKa He BbIBOAUTCS a30T. B pe3ynsTaTe cogepxaHue
aMMIaKa B KPOBM MOXET MOAHSTLCS 10 TOKCUYHOTO YPOBHS.
COCTOSIHMS NaLMeHTa MOXET PE3KO YXyALINTbCS 6e3
He3aMeannTeNbHOTO eYeHs. OBbIYHO NeYeHnem TaKkmx
nauyeHToB 3aHMMaeTCs CreunanicT no obmeHy BewecTs um
FeHETUK-OUOXUMYIK.

3. ManoHoBas auupemus (MAL): Y nauvieHTos ¢ MAL He
BbIPabaTbIBAIOTCS HEOOXOAMMBIE XMPHbBIE KUCIOTbI U He
nepepabaTbiBaKOTCS OMKHBIM 06Pa3OM XHMpbI B NiLLe. 3TO
MOXET BbI3BaTb MOHWKEHHOE COflepKaHUe caxapa B KpOBH,
yBenuueHmne cepaua, Cnabbliii MbILEYHbIA TOHYC, PBOTY, MOHOC,
06€3BOXMBaHVIE UM KOHBYALCUM. OBbIYHO NEYEHNEM TaKKX
NauveHTOB 3aHMMaETCs CNeLnanncT no obmeHy BeLLEeCTB UK
FEeHETUK-OMOXVIMYIK.

4. NeduuuT cpepgHe-/KOPOTKOLLENOYEYHOI 3-rnapPOKCHUaLLUA-
KoA-gerupporeHasbl (M/SCHAD): lNaLieHTbl C 3THM
3ab0/1eBaHNeM He MOryT NPeobpa3oBbIBaTH ONpeAeneHHbIe
XMPbI B MPUHUMAEMO MULLE B SHEPTUIO M MONHOCTbIO
3aBUCAT OT M0KO3bl. COCTOSHME HOBOPOXKAEHHBIX 1 IETEN C
3TWM 3ab0/1eBaHVIEM MOXET PE3KO YXYALNTLCS NP HEXBATKe
[MIOKO3bI (HanpuMep, NPy roNoAaHM) UK NPV MOBbILEHHON
NOTPEOHOCTW B IHEPT UV (HANpUMER, MPU HANUYMN MHDEKLNI).
CynTaeTCs, YTO B HEKOTOPbIX Cly4asix CBOEBPEMEHHOE NeYeH e
CrOCOBHO NPEeAOTBPATHTL CMEPTb U MHBANMAHOCTb. OBbIYHO
NeYeHnemM TaKux NalneHToB 3aHYMaeTCs CreLmanycT no obmeHy
BELIECTB UV FEHETUK-OUOXMMIIK.

Mykononucaxapupo3s tuna | (MPS I): OpraHv3m naumneHTos

¢ MPS | HecnocobeH ycTpaHaTb MPOAYKTHI pacnaga CAOXHbIX
caxapoB. Korga NpoAyKTbl pacnaja HakannneatoTcs B
OpraH13me, OHY BbI3bIBaAOT COOM B PA3NNYHBIX €70 crcTemax,

B TOM YMC/IE M3MEHEHNS BHEWHOCTY, 3aA€PXKKMN PA3BUTUS U
MHorga cMepTb. CyLLECTBYIOT TsHKeNble, yMEPEHHbIE 1 Nerkue
tbopMbl MPS1. BoNbLUMHCTBO hOPM, BbISBNIEHHBIX NPV CKPUHIHTE
HOBOPOXAEHHbIX, ABASIOTCS THKENbIMU. [leYeHVeM TaKIxX
nauveHToB 06bIYHO 3aHMMAETCA KOMaHAa CreLyanicToB
pa3Horo Npoduns, B TOM Yucae No 0bMeHy BELLECTB 1 FeHETUKE.

BonesHb Momne ¢ paHHUM Ae6toToM (Pompe): OpraHiiam
naLneHTOoB ¢ 6one3HbH0 MoMmne HeCnocobeH pacLlenasTb
OT/OXEHHbIV caxap. B pe3ynbrare B opraHu3me, 0C0beHHOo B
MbILULIAX, HAKaNAMBAETCs 13BbITOK Caxapa, KOTOPbI MPUBOANT K
TaK1M Npobaemam co 300POBbEM, Kak CepaiedHble 3abonesaHus

Vi MblLUEYHas cnaboCTb, KOTOPAs OrPaHKYMBAET NEPEnBIKEHNE.
BonesHb ¢ paHHWM 1e6IOTOM NPOTEKAET TSHKENO, a 6OE3HD C
No3AHMM 1e6I0TOM MOXET NPOTeKaTb bonee yMepeHHo. /ledeHnem
TaKMX NauyieHToB 0BbIYHO 3aHIMAETCs KOMaHa CreunanicTos, B
TOM YKCNe NeamaTp-Kaparonor, reHeTUK 1 HEBPOJOT,

CnuHanbHas MblleYyHas aTpodus (SMA): NaLyeHTbl co
SMA CTpajatoT OT NPOrpeccHpytoLLei r’beni HEPBHBbIX KNETOK,
HeoOXoaVMbIX 415 PA3BUTHS W COXPAHEH NS 3L0POBBIX MbILLL,.
CynTaeTcs, 4To cyLecTByeT YeTbipe Tuna SMA. Camas Tsxenas
hopma HabnogaeTcs y MNafeHLEB, KOTOPbIE MOYTH HE MMeoT
KOHTPONS 3a MbllLamMun. bonee ymepeHHble hopMbl MopaxaroT
NOAPOCTKOB 1 MHOrAA B3POC/bIX 1 BbI3bIBAOT Y HMX MbILLIEYHYIO
€NaboCTb. JleveHreM TaKyx NaLMeHTOB 0bbIYHO 3aHMMaeTCs
negvaTp-HEBPOIOT U FEHETUK.

X-cuenneHHas agpeHosiekoaucTpodus ¢ paHHUM fe6oTom
(X-ALD): B opraH#3me nauymeHToB ¢ X-ALD HakannvBatoTcs
KMPHBIE KUCNOTbI 1 C TEYEHWEM BPEMEHU MOPaXatoTcs
HaAMOYEYHKM, MO3T 1 CMIMHHOK MO3T. CaMas Tshkenast hopma
HabAoaAeTCs Y ManbYnKoB oT 4 0 10 NeT, KoTopast HauvHaeTcs

c npobnem B noBefeHrI. 3a HUMU CIeAYHOT CNenoTa, MyxoTa,
KOHBY/IbCWW, MOTEPS MbILIEYHOTO KOHTPOAS M MPOrpeccrpytoliiee
cnaboymue. fledeHnem Takmx NauyeHToB 0bbI4HO 3aHNMaeTCs
KoMaH/a NeavaTpOB-reHeTUKOB, HEBPOJIOrOB 1 SHAOKPHHONOTOB.

ObcnefoBaHme Ha Hanuyve aTux 8 3aboneBaHNii MOXeT AaTh MHPOPMALIMIO O CeayoLLMX 3a00NEBAHMSX U PACCTPONCTBAX:

BonesHb MNoMne ¢ no3gHUM AeboToM

® a0 oo

obcnegoBaHmsa Ha X-ALD)
f.  CraTyc HocuTens Kakoro-nmbo 13 3Tux 8 3aboneBaHui.

McesgopeduumT dpepmerTa IDUA (anbda-L-naypoHnaassl), cBsa3aHHbln ¢ MPS |

McesnofedvunT hepmeHTa GAA (anbda-rtoko31aassl), CBA3aHHbIV ¢ 6one3Hbt0 Momne
CunHapom LienbBerepa u apyrve nepoKc1coMHble 6one3Hu (MoboYHbIV pe3ynsTaT obcnenoBaHns Ha X-ALD)
CuHapoM KnaliHdenstepa 1 apyrie 3abonesaHus, CBa3aHHble C aHeynnovamen no X-xpomocome (MobOoYHbIN pe3ynbtaT
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Onucanune TEKYLWMX NUNOTHBIX UCCNELOBAHUN

3TV NUNOTHbIE NCCNEefOBaHNSA MPOBOAATCS, MOTOMY YTO IKCMEPTHAA KOMUCCUS WTaTa MaccadyceTc no CKPUHUHTY
HOBOpOXAeHHbIX (Massachusetts Newborn Screening Advisory Committee) ycTaHOBMAA, YTO OHM NOTEHLMANBHO MOTYT
HbITb NoNe3HbIMU. Lienbio BCex 8 NMMAOTHBIX MCCNef0BaHWIA SBASETCS OTBETUTb Ha OLHM U Te e 0bLiMe BOMPOChI:
SABNAETCS NU CKPUHWHT HOBOPOXAEHHbBIX Ha MPEAMET OnpefeneHHoro 3aboneBaHns NoNe3HbIM C KIMHUYECKON TOYKM
3peHwus 1 NPeBbILLAET Av Nob3a OT 06CNeA0BaHVs ero Bpef? KpoMe 3Toro, Kaxaas rpynna uccnefoBaHuin npecnegyet
OMpPefeneHHYo Lenb:

e Tekyllee nccnefoBaHue NoJib3bl CKPUHMHIA Ha 4 BPOXKAEHHbIE HapyLleHUsi 06MeHa BelecTB: CKPUHWHT YETbIPEX
NePBbIX HAapYLIeHWI B CrMCcKe 4OOPOBO/bHBIX 00CIEA0BAHII MPOBOAMTCS MO KpaiHen mepe ¢ 2009 . O6bIYHO NeveHnem
NauUMeHTOB C 3TUMM HaPYLWEHUSMY 3aHUMMAETCS CNeLManvcT No 0OMEHY BELLECTB AN FEHETUK-OUOXMMUK. Mbl 3HaeM,
YTO CKPUHMHI HOBOPOXAEHHbBIX MOXET BbISBUTL A€TEW C 3TUMU HAPYLEHUAMU 1 H4TO €ro BO3MOXHO NPOBOANTS C
MUHUMaNbHbIMV MOCNEACTBUSMU A5 AETEN, Y KOTOPbIX HET TaKMX HapylweHuii. OfHaKo nepBble YeTbipe HapyLleHWs B
3TOM CMUCKE TaK PeAKM, YTO Mbl MO-NMPEXHEMY 3aaeMcs BONMPOCOM, MPUHOCKT I CKPUHMHT fOKa3aHHyto nonb3y. Llensto
3TOro NCCNef0BaHNA ABASETCS NPOAOMKEHNE cOOpa AaHHbIX A1 TOTO, YTOObI YCTAHOBUTb, CYLLECTBYET /1M TaKas No/b3a.

* lccnepgoBaHue NOJIb3bl CKPUHUHIA ABYX JIM30COMHbIX 60/1€3Hel HakonaeHus, MPS1 u NMomne: CornacHo
npeaBapUTENbHbIM AaHHbIM KIMHUYECKMUX MCCNeA0BaHNA Cpeam AeTeil CTapLuero BO3pacTa, MOXeT OblTb MOAE3HbIM
paHHee 0bHapyeHWe ITUX ABYX HapyLEHNIA, KOTOPOE MNO3BOASET HAaYaTb CBOEBPEMEHHOE IeYeHVe MeToAaMy
hepMeHTOTEPaNMeNn 1 NepecaKn CTBOMOBLIX KNeToK. OfHAKO HaM TakKe M3BECTHO, YTO CKPUHUHI HOBOPOXAEHHbIX
Ha NPeAMET 3TUX ABYX HAapYLUEHWA HeCNOoCcobeH HafeXHbIM 00pPa3oM ONpeaenTb, POAMUCS N1 PEOEHOK C TSHKeNow Unn
nerkon hopmon 6onesHu 1 NOSBATCA MY HEFO CUMMNTOMbI B MNafieH4eCKOM Uy B3pOCAOM Bo3pacTe. B oTHOWeHWM
HEKOTOPbIX MALMEHTOB HESICHO, KOTAA HY)XXHO HauMHaTb 1e4YeHIe, 1 3Ta HEOMPEAENEHHOCTb MOXKET MPUYNHUTD UM BpeL.
JleqyeHneM NaUMEHTOB C TaKUMU HapYLIEHUAMM 0ObIYHO 3aHMMaeTCs KOMaH4a NefMaTpoOB-TeHEeTMKOB 1 HEBPOOIOB.
Llenbto 3TOro nccnefoBaHns SBASETCS YCTaHOBUTb, HACKONBbKO 3MEKTNBEH CKPUHWHT, BO3MOXHO /11 LiefeHanpaBneHHo
obcnefoBaTh TeX N0fei, KoTopble MoayYaT MaKCUManbHYH NoAb3Y OT CBOEBPEMEHHOIO ledeHus, U MpeBbIWaeT u
Nofb3a CKPUHUHIA U NeveHs Bpes oT Hero.

* WccnepoBaHue Noib3bl CKpUHMHIA SMA: CornacHo AaHHbIM KNUHUYECKUX UCCeOBaHMI Cpean MNaaeHLEeB U AeTei
CTapllero Bo3pacTa, NOTeHLMaNbHO BO3MOXHO M3MEHUTb Te4eH e 60Ne3HM UV OCTAHOBUTL ee MPorpeccnpoBaHie,
€C/IM HayvaTb NevyeHue cBoeBpemMeHHo. OfHaKo, HeCMOTpst Ha ogobpeHKe YnpasneHem no caHMTapHOMyY Haf3opy 3a
KayecTBOM MULLEBbLIX MPOAYKTOB 1 MefnKameHToB (FDA) npenapata ans nederns SMA, faHHble TaKnX KNMHUYECKIUX
nccnenoBaHnin noayyYeHbl HeflaBHO, M AONTOCPOYHbIE PE3Y/ILTAThl IEYEHMS, B TOM YMC/1e BPe OT Hero, ellie He Hbinu
3ahUKCUMPOBaHbI. /ledeHnemM NauyeHToB C TaKMMU HapyLEHWSMM 0ObIYHO 3aHUMMAEeTCst KOMaHaa NneaMaTpPoB-reHeTKOB
1 HEBPOOroB. Llenbto 3Toro nccnefoBaHmns SBASeTCS YCTaHOBNUTh, HACKOIbKO 3P MEKTNBEH CKPUHIHT, BO3MOXHO N1 €ro
YCOBEPLIEHCTBOBATb, ONPAaBALIBAET /1M NIeYEeHMNE BO31araeMble Ha Hero HageXabl v MPEBLILLAET N1 NOMAb3a CKPUHMHIA 1
nevyeHus Kakon-n1mbo Bpes oT HIX.

° WccnepoBaHue Nosb3bl CKpUHUHIA X-ALD: PaHHee obHapyxeHve X-ALD no3sBonsieT HabntoaaTh 3a aeTbmu ¢ X-ALD,
4TOObI MOXHO ObINIO HaYaTb UX NEYEHME, KAaK TOIbKO B HEM BO3HUKHET HEOOXOAMMOCTb, YTO YAyYLllaeT pe3ynbraTsl
neveHus. fledyeHnem naumeHToB ¢ HapyleHusaMu X-ALD 0Bbl4HO 3aHVMaETCa KOMaHAa NeanaTpoOB-reHEeTUKOB,
HEeBPOJ/IOroB M 3HAOKPUHOMNOTOB. XOTS CYLIECTBYET YeTKUI CTaHAAPT B OTHOLWEHWIM CUMMNTOMOB, MPY BO3HUKHOBEH N
KOTOPbIX HY)KHO Ha4YMHaTb NeYeHKne, OT MOCTaHOBKYM AMarHo3a [0 Havana NeveHns MoXXeT NPOMTH No KpalriHeln mepe roa,
a MHOrAa HECKONBKO NeT. Llenbto 3Toro UccnenoBaHms SBASETCS YCTAHOBUTL, MOXHO /1M C BbICOKOW A0NEN YBEPEHHOCTH
BbISIBUTb 1€TEN, KOTOPLIM HE3aMeANNTeNbHO TPebyeTCst MOMOLLb, W NMPEeBbIWAeT 1 NoAb3a CKPUHWHIA U NeYeHns Bpes
OT HUX.
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