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O6cnepoBaHne HOBOPOXAEHHbIX

B wrare KanndopHua

[porpamma oGc1enOBaHNST HOBOPOXK ACHHBIX MOMOXET CIIACTU XKH3Hb
BaIllero MJIAAEHIIA UJTH MPEIOTBPATUTD CEPhE3HOE MOBPEXK ICHHE MO3Ta.
O0cieoBaHne HOBOPOXK ICHHBIX MO3BOJISIET BBISIBUTH MJIA[CHLEB C
OIpe/IeICHHBIM 3200JICBAaHIEM U CPa3y Ke HayaTh JieueHne. [{narHocTuka u
JIeYEHNe, BBIOJTHEHHBIE HA PaHHEll CTalui, MOTYT NPEIOTBPATHTD 3aAePXKKY
YMCTBEHHOT'O Pa3BUTHsI H/WJIH 3a00JIeBaHKe, YTPOXKAIOLIee KIU3HH MJIa[IeHIA.

B nes1s1x oxpaHbl 310pOBbST HOBOPOXK ICHHBIX, COIVIACHO 3aKOHOOATEJIbCTBY
mrara Kamdoprus, Bamr MiiaaeHel JOIKeH MPOiTH 00CIIeI0BaHIe
HoBopoxXaeHHbIX (Newborn Screening, NBS) nepen BbIMICKOI N3 OO TbHUIIBL.
O0cienoBaHne TPOBOOUTCS C IIEJTbIO BBISBJICHHS KOHKPETHBIX 3200JICBaHMIl,
OTHOCSIIINXCS K CJIGAYIOLINM TPYIIIaM:

— m HapyweHue obmMeHaBewecTB m—

XUMHUYECKHE PEaKIHH, MPOUCXOMSILINE B OPraHi3Me,
B pe3y/IbTaTe KOTOPHIX BbIPAOATHIBACTCS
JHEPTHS M 00PA3YIOTCS TKaHH

m OHAOKPUHHbIE m

TOPMOHBI, BJIHSIOMINE Ha (DYHKIHHE OpraHn3Ma

—m 3aboneBaHuA, cBA3aHHble C reMorno6MHoM m—

KpacCHbI€ KJIETKHU KPOBH, NEPEHOCAIINE KUCTIOPOA

—__m [pyrue reHeTu4eckume 3ab6oneBaHnA m—

MYKOBHUCIHUI03




Kazx apiit ron B Kasmdoprun npudmzuresibHo y 750 MJtaIeHIEB BBISIBJISIETCS
Kakoe-Jm00 13 3Tux 3adosieBanmii. To ects, mpumepHo 1 muagewen u3 760,
MPOLIEAIINX 00CJICAOBAaHNE, CTPAJaeT OOHUM U3 dTHX 3a00JIeBaHMUIl.

Baw HoBOpoXAaeHHbIN pebeHoK 06A3aTeNibHO

[OJIXEH NponTn ob6cnepoBaHne

Ipu poXaeHnn MJIafdeHel C OMHIM M3 9THX 3a00JIeBaHNI MOXET BBIIVISIAETD
BIIOJTIHE 3I0POBBIM, HO IIPH 9TOM CTPagarh Cephe3HOl 00J1e3HbI0. K ToMy
BpPEMEHH, KOITa BBISIBSTCSI CHMIITOMBI, MOKET OKa3aThCs YK€ CJIUIIKOM
MO3IHO YTO-JIH00 AeJIaTh AJIsI HPEIOTBPALIEHHs CEPhE3HOr0 Bpena IJIst
MJafeHna. Bor mouemy Bai MJTafieHell T0JIKEH IPOHTH 00C/IeI0BaHue 10
BBINICKY U3 OOJIBHUIIBL.

Mo>)xHO nu BbiNeuYnTb 3TN 3abonesaHnAa?

Ma. 1151 60JIbIIHHCTBA 3200 ICBaHIii, KOTOPBIC BBISBJISIOTCS B pAMKaX
o0cJienoBanust, umeeTcst apdeKkTHBHOE JIeueHne. JleueHne MoxXeT
MPECTABJIAT COOOI CrelnaIbHble UEeThl UM JIeKapcTBa. MUlaeHIIbl,
HOJTyYarOIHe HeMPEPhIBHOE JICUSHNE Ha PAHHEH CTaauH, MOT'YT BBIPACTH
U HACJIaXK AaThCs JOJICON U MPOMYKTUBHOM XKU3HBIO. [[J151 HEKOTOPBIX
BBISIBJISIEMBIX 3200J1eBaHuil 9(D(EKTUBHOTO JIEUEHNS He CYIECTBYET.




Yto npepctaBnaer cobon obcnepoBaHne?

O0crenoBanue - 3TO TECTHPOBAHKE TPYIIIBI JTFOMEH ¢ EJTbIO ONpenesICHUST,
KTO W3 HHUX MOOBEPIXKEH PHCKY 3a00J1€Th KOHKPETHBIM 3a00JIEBAHHEM, TaXKe
€CJI B HACTOSIIMI MOMEHT OHH BBIIVISIAAT BIOJIHE 300poBbiME. O0C/ICIOBaHIE
HOBOPOXK AEHHBIX II03BOJISIET BBISIBUTH OOJIBIINHCTBO (HO HE BCEX) MJIAICHIEB,
MIMEIOLINX OIHO MJIH HECKOJIBKO U3 3HAYNTEJIHHOIO UKCJ/Ia 3a00JIeBaHNI,
KOTOpBIE BBISIBJISTIOTCS B paMKax MpOrpaMMBbl 00CIGIOBAHUS IITaTa
Kamidopunst. Hammume noJIoKUTETbHOTO pe3ysibTaTa pu 00CIeNOBAHUH HE
03HAYaeT, YTO MJIAJICHEI] HIMECT OHO M3 JaHHBIX 3a00sieBanuil. [t

TOr0 YTOOBI IIOCTABUTD IHACHO3, HOTPEOYeTCs HaJIbHEMIee TeCTHPOBAHNE

1 OLIEHKA 3[0POBbS MJIa[ICHIIa, MPOBOIMMBIE JIeUaIlliM BPauoOM WJTH
BpPavYOM-CIEINATNCTOM.

Kak npoBogutca obcneposaHune?

W3 nsaTku MJ1aieHna 6epercst HECKOJIbKO KareJib KPOBH, KOTOpPasi HOMELIAeTCst
Ha CrelrasibHy0 (DUIBTPOBAIbHYIO OyMary. 3areM KpoBb OTIPABJISIETCS HA
AHAJIN3 B yTBEPXKACHHYIO IITATOM JIadOPATOPHIO.




Ha, aTo mpocToii n 6e3omacHbIil TecT. bosiee uem y 13 MUIITHOHOB
HOBOpPOXKAEHHBIX B mTare KaymdopHus KpoBb U3 NATKH Obl1a B3sTa 63
KaKoro-Jmodo Bpena 111 HOBOPOXK ICHHOTO.

OGcsienoBaHne HOBOPOXK ICHHOT'O CJIEMYeT MPOBOMUTD MO MPOIICCTBHM HE
Meree 12 4acoB mocJie poXxaeHusT pedeHKa, HO 10 TOro, KaK €My HCIIOJIHATCS
6 mHeil. AHasIM3 KPOBH, B3sITHI B Bo3pacte A0 12 yacoB, He BCeraa HafexeH
JUTST BBISIBJICHHST HEKOTOPBIX MeTabo/mueckKux 3a0osieBanuii. [Ipu atom
HEeoOXomUMO OyIeT B3SITh elile OOUH 00pasel KPOBH [AJIsl IOBTOPHOI'O aHAJIH3a.
Ecuti BbI BBIIUIIETECH 3 OOJTBHUIIBI HJTH POIUJIBHOIO JOMa PaHbIIe, YeM
npoiifer 12 yacoB mocJsie poxaeHus pedeHKa, BaM OyneT HeOOXOQUMO
BEPHYTHCS B TEUEHHE CJICMYIOIIMX HECKOJIBKHX THEH /IS TPOXOXK ACHHUST
BTOPOIrO TECTA.

MU1afeHIIbl, pPOXK ACHHbIE He B OOJTbHMIIE, TAKKE AOJIKHBI IPONTH 3TOT TECT.
Ero HeoOxoqumo caeJiaTh 40 TOro, Kak BalmleMy MJIaIeHITy UCTIOJTHUTCS 6
nHeil. [{71g mpoBeneHnst 00cIemoBaHusl Ballero MJIaieHIa MO3BOHUTE Balleit
aKyIluepke, Bpauay peOeHKa HJIH B MECTHBIN OTAEJT 30paBOOXPAHEHHUS.




Br1 MOXeTe 0TKa3aThCs OT 00C/IeNOBAHNS, TOJIBKO €CJIH OHO MPOTHBOPEUHT
BAIlIM PEJTATHO3HBIM YOEXK IEHNSIM HJTH OTIPABJICHHIO PEJTHTHO3HBIX
00psiHoB. B aTOM CiTydae BB JOJTKHBI IIOANUCATD CHENNaIbHy0 hopmy. B
Heil TOBOPUTCS, UTO OTKA3 OT MPOBEACHUS 00CIICIOBAHNS MOXKET MOBJIEUb 32
co00il cephe3HyI0 00JIe3HD NJIH MOCTOSHHYIO NHBAJIIHOCTD BaIllero peOeHKa.
B Heil TakKe rOBOPHTCS, UTO BBl MPHHAMAETE Ha ce0sT OTBETCTBEHHOCTD 3a
BO3MOKHBIE TTIOCIICACTBHS.

Ja. KpoBb oTmpaBisierTcst Ha aHai3 B YTBEPXKACHHYHO LITATOM JIA00PATOPHIO.
Jluist obecrneueHns: JOCTOBEPHOCTH PE3yJIbTaTOB LITAT BHUMATE/IbHO CJIGAUT

3a paboToil JJabopaTopuii, MpOBOASIMX o0caenoBanne. Curyamus, Koraa

npu 00CJIeNOBAHII HOBOPOX ICHHBIX OIHO U3 Hau00Jiee PaCmpOCTPAHEHHbIX
3a00J1eBaHNii OBLJIO HE BBISIBJICHO, cJIydaeTcs penko. CyIecTByeT HeCKOJIbKO
penkux 3ado0JIeBaHuil, KOTOPbIE B paMKax 00C/IeIOBAHUST MOT'YT OBITh
BBISIBJIEHBI TOJTBKO Y HEOOJIBILOr0 KOJIUUECTBA OOJTBbHBIX UMH JETEi.




Ecmn pe3ysibrarsl 00C/ICNOBAHUS TIOJIOKUTEJTBHBIE, C BAMHA CBSIXKYTCS

Yyepe3 HECKOJIBKO AHEH MOcJIe TOro, KaK BbI BBIIULIETECH W3 OOJTHHHIIBL.

Ecm pe3ystbrarsl 00CJIeqOBaHHS OTPULATE TbHBIE, HA OJTyUeHHE KON
Pe3yJIbTaTOB BpayaM MOTpedyeTcs OKOJIO ABYX HeAeJ1b. Bl MoXeTe MoJTy4uTh
Ppe3yJIbTaThl 0OCIICIOBAHIS BaIlero pedeHKa y Ballero Bpava niTd B Balleit
KJmHuKe. Ecm y Bpaua HeT Ha pyKax pe3yJsIbTaToB, OH HJTH OHA MOTYT
cBs13arbes ¢ [IporpamMmoii 06csienoBaHNsT HOBOPOXKICHHBIX W 3alIPOCUTD
9K3EMILJIIP OTUETA C PE3Y/IbTaTaMIL.

Ecym mocie mpoBeneHst 00cIeIoBaHIs BBI Iepee3KaeTe Ha HOBOE MECTO
KHTEJIbCTBA, 00513aTeJIbHO MPEIOCTaBbTE OOJTBHHLIE U Bpauy Ballero
pebeHKa Ny KJIMHAKE CBOi HOBBII aipec 1 HoMep TesiehoHa Ha CJTydai,
€CJIN TIOTPeOYeTCs CBA3aThCS ¢ BAMH IO TIOBOAY PE3YJIBTATOB 00CIICIOBAHAS
BaIllero MJIA/ICHIIA.

Ecstu pe3ysibTarsl 00C/IeH0BaHIS MOJIOXKUTEJIbHbIC, TOTPEOYeTCsT TPOBEICHUE
JIOTOJTHUTEJIBHOr0 00CIe0BaHUS. BaM MO3BOHST, H/UJIU BbI IOJTyYHTE MHCHMO
0 TOM, UTO BaM CJIeAyeT AeJ1aTh Jasiblie. B xome qasibHeiiero o0cenoBaHust
y MHOTHX [IeTeil C MOJIOKHUTETbHBIME PEe3yJIbTaTaMi 3a00JIeBaHIe He
obHapyxuBaeTcsi. OOHAKO BbI JOJIKHBI POBECTH OBTOPHOE 00CJICIOBAHUE
Balllero MJIaJIeHla, NOTOMY YTO JiIeUeHHe, TPOBEIECHHOE Ha paHHell cTaauH,
MIOMOTAEeT [IETSIM, Y KOTOPBIX BCE-TaKU €CTh OIHO M3 JaHHBIX 3a00JICBAHMIA.

Ecau o1n 3a00.J1€BaHus He 6y}:[yT BbISIBJICHBI U BBIJICUCHBI Cpa3y MoCJIe
POXKAOCHUA, Y MJIaACHIIA MOT'YT BOBHUKHYTbH CEPbE3HBIC HpO6J’[6MI>I Cco
300POBBEM BIJIOTH 1O CMCPTEJIbHOI'O UCXOdA. HC‘JCHI/IC, MPOBEACHHOC Ha
paHHeﬁ CTaauu, MOXKET NPEAOTBPATUTD MHOI'MC U3 9TUX HpOGJ’[CM.



Hapywenuna o6MeHa BellecTs

Hapyiiennst oOMeHa BeIlecTB BIUSIIOT Ha CIIOCOOHOCTD OpPraHn3Ma
UCTOJTIb30BATh ONpeaesIeHHbIE MUTATEIbHbIE BELECTBA AJI51 POCTA, MOJTyUEHHS
9HEPruH U BOCCTAHOBJICHUS opranu3Ma. K aTuM BelecTBaM OTHOCSITCS
AMHHOKHCJIOTBI, COIepXKalluecs B OeJIKe, JKUPHbIe KHCJIOTHI, CONePIKALUecs
B 2KMBOTHOM KHUPE, 1 OPraHuYecKHe KUCIO0ThI, COOePKAIINecs] B KMUBOTHBIX
PACTUTEJIbHBIX JKHUpax M caxape. [{JIs pacIuensieHus uii mpeodpa3oBaHIsI ITUX
BEILECTB HEOOXOOUMO MPHCYTCTBHE OMPEIeICHHBIX OSJIKOB IO HA3BaHUEM
depmenTsbl. Korna ¢epMeHTOB HEIOCTATOYHO, HEKOTOPBIE BEIIECTBA
CKAIJTUBAIOTCST B OOJTBLIOM KOJIMUECTBE i MOT'YT HAHECTH BPEI OPraHU3MY.
Hapyuiennst oOMeHa BeIecTB UMEIOT pa3JIMYHbIC CTENeHH TsKecTH. Ecoti nx
BBISIBUTH HA paHHEil CTa[lii, MHOTHE U3 3TUX 3200JICBaHIIl MOXKHO BBLJICUNTH,
NPEX/Ie UeM OHU CMOTYT HaHECTH 300POBbIO cepbe3Hblil Bped. JleueHne Moxer
MPEeCTaBJIATh CO0O0il TIIATEeIbHOE HAOJTFOEHNE 3a 3I0POBbEM YeJIOBEKa,
JIEKapCTBa, MUeTHYCCKHe JOOABKH H/MJIH CIEINAJIbHYIO THETY.




BoT HEKOTOpBIC 13 HAPYILCHUH OOMEHa BEIeCTB, KOTOPbIE BBISIBIISIFOTCS B
pamkax [Iporpammbl 00csiemoBaHusT MJIaICHIIEB:

(—# @®eHunketoHypuAa (Phenylketonuria, PKU) - y muagenes ¢
PKU BO3HHKAIOT MPOOJIEMBbI, KOTa OHH ST MUIIY, OOraTyro 0eJIKaMi,
TaKy0 KaK MOJIOKO, BKJIFOUAs TPYIHOE MOJIOKO H MOJIOYHbIE CMECH,
Msico, fiiua u ceip. Ecin He mpoBoauTh sieuenue, y aereit ¢ PKU
pa3BUBACTCS 3aePXKKa YMCTBEHHOTO Pa3BUTHS W/UJIH APYTUe HAPYIICHUS
310poBbsi. CrienuasibHast IiHeTa MOXeT MPEIOTBPATHTh 3TH IPOOJIEMBI.

— [anakrto3Hbln guabeT — MiiageHIpl ¢ 3TUM 3a00IEBAHIEM HE
BOCIPMHUMAIOT OMPEIEJIEHHBIE BUIbI Caxapa, CONEPIKAIIUECS B MOJIOKE
(MOJIOYHBIX CMECSIX 1 TPYAHOM MOJIOKE), 4 TAKKE HEKOTOPBIE APYrUe
NPONYKTHI. Be3 sieueHns netu, G0JIbHbIE TaIaKTO3HBIM AUA0ETOM, MOT'YT
CEpbE3HO 3a0071€Th 1 yMepeTh. CrenuaibHast MOJIOYHAS CMECh U IHETA
MOTYT IIOMOYb IIPEAOTBPATHTH STH NPOOJIEMBL.

— boJsie3Hb MOYM C 3anaxoM KieHoBoro cupona (Maple

Syrup Urine Disease, MSUD) - y muaperues ¢ MSUD TtpynHocTH

C YCBOGHHEM KHBOTHBIX XKHPOB 1 0es1KoB. be3 seuennss MSUD moxer
IPUBECTHU K 3a€PKKE YMCTBEHHOTO Pa3BUTUS UM CMEPTHU. JIeueHue ¢
MPUMEHCHUEM CHCL{I/IaﬂbHOﬁ JAUCTBI MOXKET NPEAOTBPATUTD 3TU l'lpO6JIeMbl.

— @ [lechuuumt aumn-KoA permpporeHasbl CO CpefHen fANHON
uenu (Medium-Chain Acyl-CoA Dehydrogenase Deficiency;,
MCADD) - mnanesnust ¢ MCADD HecnocoOHbI TpeoOpa30BbIBATH KHP
B 9Hepruro. be3 Jieuennst y MJIaIeHIIEB MOT'YT CJTy4YaThCs MPHUMaKH,
upe3MepHast COHJIMBOCTh, KOMa U JaXe CMepTh. JIeueHue MoxeT
BKJIFOUATh YACThIE KOPMJIEHHS H CTICIHAJTBHYEO IHETY.

— # [OMOLMCTUHYPUA — MJIaLICHIbI, CTPAIAONINE ITOH GOJIE3HBIO,
HMEIOT CJIOKHOCTH C paciensieHneM OeJika. bes jieuennst y MiaieHIeB
MOXET BO3HUKHYTH 3a/IepXKKa Pa3BUTHsI, MPOOJIEMbI CO 3pEHHEM H/UJTH
JPyrHe Ipo0JIeMbI €O 300poBbeM. CriennasibHast IMeTa MOXKET IIOMOYb
NPENOTBPATHTH JAHHBIE MPOOJIEMBL.

— 8 HepocTatouHOCTb GMOTUHMAA3bI — MJIA[EHIIbI, CTPAJAOLINE STHM
3a00J1€BaHUEM, HE MOT'YT YCBAMBATH MJIM EPEPA0aThIBaTh OMOTHH (BUTAMUH
B), mocrynarowmii ¢ mimeii. be3 jieuenns y Takux MJIaJeHIEB MOT'YT
BO3HHKATH IIPUCTYIIbI, 34A€PKKA YMCTBEHHOrO Pa3BUTHS, POOJIEMBI CO
3pPEHHEM, OTEPSI CIIyXa H/UJIH APyrHe IpoOJIEMBbI CO 310poBbeM. JleueHne
3aKJIFOYAETCS B €XEJHEBHOM [OMNOJIHUTEILHOM PUEME OHOTHHA.




OHAOKPUHHbIE 60Ne3Hu

y MJIQACHIEB C S9HOAOKPHUHHbBIMHA 00J1e3HIMUI BI)Ipa6aTbIBaeTC$I CJIMIIKOM MHOI'O
WJIA CJIMIIKOM MaJIO ONPEACJICHHbIX TOPMOHOB. rOpMOH]JI Bpra6aTI)IBa}OTC$I
2KE€JIE3aMU U BJIMAKOT Ha (byHKI.[I/II/I OopraHusma.

(— BpoxxpaeHHaA runepnnasnaA Hagno4euHNKoB

(Congenital Adrenal Hyperplasia, CAH) - nagnouyeusnuku
MUJIA[ICHIIEB, CTPAJAIOIIKX ITHM 3200/ IEBaHIEM, HE BHIPA0ATHIBAIOT
AQHTUCTPECCOBOI'0 TOPMOHA KOPTU30J1a. B IBYX ciiydasix U3 Tpex y
MJIQICHIECB TaK2KE Bblpa6aTbIBaCTCSI HEOOCTATOYHOC KOJIMYECTBO
AJIAOCTEPOHA — TOPMOHA, YAEPKHMBAIOLIEro coJid. B pesysibrare y aereii
C 9TUM 3a00JIEBAHUEM MOXKET Pa3BUTHCA 0663B0)KI/IBaHI/IC, HAaCTYIIUTh
IOK U Jake cMepTh. JleueHne oqHUM UJi ABYMSI JIEKapCTBaMH,
NPUHUMAEMbIMHU OPAJIbHO, MOXKET NOMOYD IMPEAOTBPATUTD OTH
mpodJieMbl. [[eBOYKH, CTPAMArOIIUe ITHM 3a00JI€BaHHEM, MOI'YT HMETh
AONOJIHUTEJIbHBIC HAPYICHUA B BUAC HAPY KHBIX MY2KCKHUX ITOJIOBBIX
OpPraHoB, YTO MOXKHO HCIIPABUTh XUPYPruuE€CKUM IIyTEM.

— 8 [lepBUYHbIA BPOXAEHHbIA rMNOTUPEO3 — Y MJIAJICHIIEB C ITHM
3a00JIEBAHUEM HEOAOCTAaTOYHO rOPpMOHa LLII/ITOBI/I)Z[HOﬁ XeJie3bl. be3
AO0CTAaTOYHOI'0 KOJIMYECTBA 9TOr0O ropMOHa MJIaACHIbI PaCTYT OUCHb
MEIJICHHO U UMECIOT 3aI€P2KKH YMCTBCHHOI'O Pa3BUTHS. Ot l'[pO6JIeMbI
MOXHO NPpEAOTBPATUTD, €CJIA Ka)K}:[bIﬁ ACHDb IaBaTh MJIaACHIY JICKaApCTBa
C COOCpKaHUEM I'rOpMOHa LLII/ITOBI/I)Z[HOﬁ 2KEJIE3bI.

3aboneBaHuA, cBA3aHHbIE C reMOrno6uHomM

I'emor00uH comepKuTcs B KpacHbIX KJIeTKax KpoBH. OH OKpaIiBaeT KpOoBb
B KPAaCHBIH [IBET U Pa3HOCHT KHCJIOPO 110 BCEMY OpraHu3my. 3a00JieBaHus,
CBSI3aHHBIC C FCMOFJIO6I/IHOM, qyacTo l'lpI/lBO)]ﬂT K aHEMUH, HOTOMy YTO OHHU
BJIMAKOT HA TUIT U couepxaﬂue FCMOFHO6I/IHa B KpaCHbIX KJIETKaXxX KpOBVI.
JleueHne MOXeT BKJIFOYATh JIEKaPCTBEHHbIE NPENaparhl, MpieM (poJIeBoi
KHCJIOTHI U TIIATEJIbHOE HAOJTIONCHUE 32 3[0POBhEM peOCHKA.




CyLLICCTByET HECKOJIbKO BaGOHCBaHHﬁ, CBA3aHHbIX C FCMOFJ'[O6I/IHOM, KOTOpbIE
BbISIBJIAOTCS B paMKax 06CJ'I€£[OBaHI/IH HOBOPOXK ACHHBIX!

—# CepnoBUAHOKIETOYHAA aHEMUA U apyrue 3abonesanuA
CepnoBUAHbIX KJIETOK — 3TH 3200JIeBaHIS HOPAKAIOT ONpPEeIe ICHHBIIT
THI TEMOIVIOONHA B KPACHBIX KJIETKAX KPOBH MJIafieHIa. MIIageHIbl
3a00JIeBaHISIMHI CEPIIOBHUIHBIX KJIETOK MOT'YT OY€Hb CEpPbe3HO 3a00J1eTh
1 JaXe yMepeTh OT OObIYHBIX HH(eKImiA. MHOrHe HHMEKIIT MOXKHO
MPEIOTBPATUTH MPHU MOMOLIH €XETHEBHOTO MPHEMa aHTHOUOTHKOB.
HenpepbiBHOE JieueHne i TIIATEIbHOE HAOJTIOICHHE TIOMOTAFOT

JIETSIM C 3200JIeBaHUSIMH, CBSI3aHHBIMH C TEMOIVIOOUHOM, OCTaBAThCSI
MAaKCUMAaJTBHO 3HOPOBBIMIL.

— 3aboneBaHue, cBA3aHHOE € reMornobmHom Tuna «H» - sto
SaGOHCBaHI/Ie BJIMACT Ha COACP2KAHUC I‘eMOI‘.HOGI/IHa B KpOBH MJIaICHLA.
T eMOFJ'I06I/IHa CTAaHOBUTCS MEHbIIC, UTO BJIUSICT Ha COKPALICHUE YUCI1a
KpacCHbIX KJIETOK KPOBH. 3TO TaKKe NPUBOOUT K 60.)'[66 GI)ICTpoMy
pacnagy KJ€TOK, YeEM 06bI‘IHO. MJ‘[a)LIeHI.IbI C OTUM 3a60J‘[eBaHI/IeM
MOr'yT CTpaaaTb OT JIETKOM MJTU TSKEJION CbOprI AaHEMUH, a TaKXKE
APYruMu MEAULMUHCKUMU HAPYILICHUAMU. .He‘IeHI/Ie MOXKET BKJIFOUATHh

B 0669[ nepeiMBaHne KpoBU, NpuEM (bOﬂHeBOﬁ KHCJIOTHI U OTKa3 OT
yHOTpeGJ‘IeHI/IH HEKOTOPDbIX JICKAPCTB U MPOOYKTOB.

MykoBucuunpos

JlanHOe 3a00JICBaHUE 3aTPArkBACT MHOI'HE OPTraHbl, B TOM YHCJIC JIETKHE

U MULIEBAPUTEJIbHYIO CUCTEMY. B nepBble HECKOJIbKO MECSLEB KH3HU
MJlaaeHen, crpanarommit Mykoucuugo3oM (Cystic Fibrosis, CF), moxer
MJIOXO YCBAaUBaTh MOJIOKO UJIM JETCKUE CMECH, MEJIEHHO PAaCTH, MJI0XO
npuOaBJISITh B BECE, CTPAAATh OT IIEPUOAUUECKHX JIETOUHBIX HH(DEKINi, IMETh
COJICHBIi MOT, YaCThIil KUAKHIA CTYJI, CTPagaTh OT 00€3BOXKHMBAHHSI H OMACHOTO
IUTSI XKU3HU COJIeBOro mucOasianca. PaHHee JieueHne Hapsiay ¢ MOCTOSIHHOM
3a00TOii 0 3H0POBbHE B CMEHHAIBHBIX MEIUIMHCKIX [IEHTPAX MOI'YT OOJIEIYHTh
MHOTHE U3 3THX MPOOJIEM.
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Ha. 3a HecaHKIMOHUPOBAHHOE PACKpPbITHE KOH(DHACHINAIbHOI HHDOpMAaIH,
T0JIy4YEHHOIl B X0fe 00CJIeI0BaHUS, TPETYCMOTPEHBI CEPbe3HbIC HAKA3AHHS.
Kommuro Hamero YBenomJieHus 00 nHOpMaLUK U NPaBUJIaX B OTHOLIEHNN
KOH(UICHIMAIBHOCTH BBI HafigeTe Ha cTp. 13-15 manHoro OykJiera.

CronmocTb MOXKeT MeHsIThesl. [loxasyiicra, oOparuTech K CBOEMY Bpady,

B 00JIbHULYY MJTH Ha BeO-caiiT [Iporpammbl 00cs1e10BaHNsI HOBOPOXK ACHHBIX,
YyTOOBI y3HATh O TEKYIIEil CTOMMOCTH 00CJIGAOBaHUS. DTO 00CIIeN0BaHNE
omutaunBaercs nporpammoii Medi-Cal, nianaMu MEIMIMHCKOTO 00C/Ty KHUBAHHS
1 OOJIBIIMHCTBOM YaCTHBIX CTPaxoBOK. CTOMMOCTD BKJTFOUAETCSI B CUET 32
ycJiyru 60JibHULBL. Bbl He moJtyunre cuer ot [Iporpammel o6cienoBanus
HOBOPOXAEHHBIX. EC/M y Bac BOBHUKHYT NPOOJIEMBI C Ballleil CTPaXxOBKOi,
no3Bonute no Tesaedony 1-800-927-HELP (1-800-927-4357) wu, ecim Bbl
y4acTBYeTe B ONJIAYEHHOM 3apaHee MJIaHe MEIULMHCKOTr0 00CTy KHBaHNsI,
no3BoHuTe no resiecpony 1-888-HMO-2219 (1-888-466-2219).

3akoHonaresibeTBO mrarta KaamdopHus 3anperaeT cTpaxoBbIM KOMIAHUSAM
OTKa3bIBaTh B BbIAAYE CTPAXOBOr'O M0JIHCA UJIM aHHYJIMPOBATD €ro JIHO0
B3UMaThb 00Jiee BBICOKHil cOOp MJIH CTPAXOBOii B3HOC HA OCHOBAaHUN
IeHeTHYECKNX XapaKTePUCTUK Y€JIOBEKa, B TOM UNCJIE H YeJI0BeKa,

KOTOPOMY NOCTaBJICH AUArHO3 OHOTO U3 3a00J1€BaHHUil, BbISIBJICHHBIX NP
00cJ1eI0BaHNN HOBOPOX IGHHBIX. Ec/ii y Bac BO3HMKHET Kakasi-jmbo npodsiema
MOI0OHOr0 POfia, TTO3BOHUTE MO YKA3aHHBIM HIKE HOMEpaM Tes1ehOHOB.

OrKa3 npegocTaBuTh padoTy Ha OCHOBAHHH PE3Y/IbTATOB F€HETHUECKOIO
00CJIeIOBaHNSI TAKXKE SIBJISIETCS TPOTHBO3AKOHHBIM.
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HyXHo nu MoeMy pebeHKy npoxoauTb

AONOJIHUTEJIbHbI€ aHAJIN3bl KpOBI/I?

Ecoti Bac 4yT0-TO OECMOKOUT WJIN BbI 3HAETE O 3a00JICBAHIH, KOTOPOE

MOXET MepPeaBaThes B BAILCH CEMbe MO HACJIEACTBY, HOrOBOPUTE CO CBOUM
BpauOM O TOM, KaKKe JOMOJTHUTETbHBIC aHAJIN3bl MOXHO caaTh. [Iporpamma
00CJIeOBaHUST HOBOPOXK ICHHBIX BBISIBJISIET CAMbIC PACpOCTPaHCHHbBIC
n3JieunMble 3a00JIeBaHUs, BKJTFOUAS IOYTH BCE 3a00JIeBaHHusI, KOTOPbIC
MOHO BBISIBUTH B pAMKAaX KOMMEPUECKOr0 00CIIeIOBAHNST HOBOPOXK ICHHBIX.
o Mepe MOsIBJICHHST HOBBIX METOIOB 00CJICAOBAHNUS U JICUEHHSI IPOrpaMMa
paccMarpuBaeT BO3MOXKHOCTb BKJIFOUCHHST B 00CJICOBAHUE JOMOTHUTEIBHBIX
3a00JieBanmii. OmHAKO 00CsIeIOBaHNE HOBOPOXK ICHHOTO HE BBISIBJISIET BCE
BO3MOXHBIE 3200/ 1€BAHMUS.

BBI/I)Iy OMOJIOrNYECKHIX OT/IHYHIA HOBOPOXKACHHBIX U PA3HULIBI B BEPOSTHOCTH
BbISIBJICHUST PA3HBIX paCCTpOﬁCTB B I€puod nocJji€ poxaCHus peGeHKa,
HporpaMMa OGCHe}I[OBaHI/IH HOBOPOXKACHHBIX HE MOXKET BbIABUTD BCEX
HOBOPOXKACHHBIX, CTPAJAOINX dTUMHU HAPYLICHUAMMU. OTpI/ILIaTeJ'[I)HHﬁ
pe3yJsibTar O6CJ'IC)10BaHI/IFI HE UCKJIFOUYACT BO3MOXKHOCTH HAJIMUYU S
HapyLieHus. PO}II/ITCJ'[I/I JOJIZKHbBI OBITh BHUMATEJIbHBI K NPOSABJICHUIO JIFOOBIX
MPU3HAKOB UJIU CUMIITOMOB 3TUX HapyI.HCHI/Iﬁ Yy CBOUX )IeTeﬁ 1 JOJI2KHbI
KOHCYJIbTUPOBATbHCA C BpAaYOM. TTomumo OGCHC}IOB&HI/IH MJIaCHIbI JOJI2KHbI
NPpOXOOUTDH PErYJIAPHbIC MEAOCMOTPHI.
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YBE/[OMJIEHUE Ob HHMOPMAIIHH H IIPABHJIAX B
OTHOIIIEHHUHU KOHDU/IEHITHA/IBHOCTH

HemaprameHnt 3apaBooxpanenns mrara Kammdopans
(California Department of Public Health, CDPH)
ITporpamma BbisiBlieHUs1 TeHeTHYeCKHX 3a00eBanuii (Genetic Disease
Screening Program), Ilporpamva 00cjie10BaHUs HOBOPOXK T€HHbIX
(HeiictByer ¢ 14 anpesst 2003 r.)

B >ToM YBenomieHHH onuchIBaeTCs1, KAKAM 00pa30M MOKET
HCII0JIb30BATHCSA U MPENOCTABIATHCSA JIHYHAS U MEUIIMHCKA A
uHbopMaIusA 0 Bac U BaleM MWiaJeHIe U KaKUM 00pa3oM Bbl MoxkKeTe
NOJIyYMTh T0CTYN K 3T0i nHopmanuu. [loxaayidcra, BHUMATEIbHO
H3YYHUTE ITOT TOKYMEHT.

IOpunuveckas oos3anHOCTb NenaprtamMenTa. (DenepaibHble 3aKOHBI U
3aKOHBI LITaTa OrPAaHUYMBAIOT MCMOJIb30BAHNE, XPAHEHHE U MPEAOCTABIICHIE
JIMYHO# 1 MEAUIIMHCKON NHOpMAIiH, TIOJTYYeHHON paOOTHUKAMH IITaTa, 1
TPeOYIOT YBEOOMJISITh JIAL, HH(OPMALHST O KOTOPBIX MMEETCS B HAJTHYNH.
B cooTBeTcTBUM € 3THMH 3aKOHAMHU BBl U JINLA, TPEIOCTABJISIOLINE
uHGOpMaLHIO, YBEIOMJISIOTCS O CJICAYIOLIEM:

IoHoMouns nenapramenra u nesm IlporpaMmbl 06c1enoBanus
HoBOpoXIeHHbIX. [lemapramenT CDPH cobupaeT nHgopmanmro, Kacarouyrocst
00cJ1e0BaHNsT HOBOPOXKIGHHBIX, B COOTBETCTBHH ¢ pa3aesiamu Komekca mo
oxpane u 6e3omnacioct Tpyna (Health and Safety Code) 124980, 125000,
125001, 125025 n 125030. Dra nncbopmanuust codupaeTcst B 3JIEKTPOHHOM

BHUJIC U BKJTFOUAET B ce0sI TaKHe JaHHBIC, KaK Ballle UMsI, apec, CBEICHUS

0 MEIUIIHCKOM 00CJTy KUBAHII, MTPEIOCTABJISIOMIEMCS BaM U BallleMy
HOBOPOXIeHHOMY peOeHKy. OOcienoBanme SIBJISIETCS 00s3aTeTbHbIM B
COOTBETCTBHH C TPeOOBaHUSIMH 3aKOHOfaTesbcTBa (pasaes1 Konekca no

oxpase 1 6e3omacHocTy Tpyaa 125000) u Hopmamu (17 CCR ¢ 6500 o 6510),

1 ecsm HeoOxoauMasi HHGOpMaLsl He TTPEIOCTaBIISIETCSI, ITO MOXKET IPHUBECTH
K CMEPTH HJTH MOCTOSIHHON MHBAJTHAHOCTH MOPAKEHHBIX 3200 ICBaHHEM
HOBOPOXIeHHBIX. Ecsm y Bac ecTh BO3pazKeHHs NPOTHB MPOBEICHHS
00CJIeIOBAHHNS TIO PEJTUTHOZHBIM COOOPaKEHHSIM, BBl MOKETE «OTKA3aThCI»

OT MPOBeIeHUs 00CIIENOBAHKS B TUCbMEHHOM BHE U MOAMUCATh (hOpMYy, B
KOTOPOIi CKa3aHo, YTO Ballia OOJIbHALA, BPau U PAOOTHUKH KJIMHUKH HE HECYT
OTBETCTBEHHOCTH, €CJIH y BAILEro peOeHKa BOBHUKHYT 3200JIEBAaHUS MO MPUYHHE
TOrO, YTO ITH HAPYLICHHS HE ObLIN BBISIBJICHBI M BHIJICUCHBI HA PaHHE CTaIuH.

Hcnob3oBaHne U mpeiocTaBieHHe MeTHIUHCKONH HH(popManuu.
Henaprament CDPH ucnosib3yeT MEOUIMHCK Y0 MHOPMAIHIO O BaC U

BallleM HOBOPOXKICHHOM peOeHKE [1J1s TPOBEICHUS 0OC/IeIOBaHU, 1151
NPEIOCTABJICHHS MEANLMHCKOr0 00CITY KUBAHUSI, [J1s1 OJTYyUYEHHSI OILIaThI 3a
00cJieIoBaHNe, B IIEJISIX OCYLECTBJICHHS aIMUHUCTPATUBHO-X03SiICTBEHHOI
JeSITeJIbHOCTH U TSI OLEHKH Ka4eCTBa 00C/ Ty KIBaHHS, KOTOPOE MOJTyYaeTe BBl
WJTH Balll HOBOPOXK IeHHbIH. YacTh 3Toi MHPOpPMAaLHK MOXET XpaHUTHCS A0 21
roaa. udopmauus He noaIeXuT npogaxe.
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BaKOHOHaTCJ'leTBO TAK2K€ NMO3BOJIACT ACNAPTAMEHTY HUCIIOJIb30BaTh
WJIM NpeaOCTaBJIATH anbopMaumo O BacC U BallleM HOBOPOXKICHHOM B
CJICAYROLINX HEJIAX!

* JIJ1st MCCTIEN0BATE IbCKOM AEATEBHOCTH, €CJIU BbI HE MONAIUTE
MUCbMEHHYIO TPOChOY O 3ampeTre TAKOro HCMoJIb30BaHusT HH(OPMALUH.

* OpraHu3auusiv, KOTOpbIe TIOMOTatoT HaM B padoTe, HaNpuMep NMpu
cOope B3HOCOB.

B ocranbHbIX cyvyasx nHOpManus ABASETCsS KOH(PUACHINAILHON 1 HE
Oyner mpenocraBsieHa 03 Balllero MICbMEHHOro pa3peruennst. Ecim Bbt
TOMNHIIETE Pa3pelleHne Ha MPEIOCTaBJIeHHe HH(OPMALH, BBl MOXKETE TIOTOM
QHHY/IIPOBATD ITO Pa3pPELUEHUE U NPEKPATUTh AasIbHENLIee UCI0JIb30BaHIE U
NPeNOCTaBJIeHHe NH(OPMALKH, CBA3aBLINCD C HUXKEYKa3aHHbIM JIHLIOM.

JlemapTaMeHT MOXET B JIF000€ BPeMs H3MEHUTH CBOU MPABIJIA B COOTBETCTBUN
C IPUMEHUMBIMH 3aKOHAMH 1 HOPMaMH. BBl MOXKeTe OMPOCUTD IK3EMILIIP

C OMHCAHHEM HAIIMX JSHCTBYHOLIUX MPABUJT HJIM MOJIYUUTD 00JIee TOIPOOHYIO
MHMOPMALHIO O HALLKX MPABUJIAX B OTHOILEHUH KOH(DHACHIMATbHOCTH,
CBSI3aBILHCH C YKAa3aHHBIM HIXKE JINLOM UJTH OCETHB BeO-CallT o

anpecy www.dhs.ca.gov/nbs. Bel MoXKeTe TakKe HOJTYUNTb KOMHIO ITOrO
YBEIOMJICHHS B IEYaTHOM BHJIE.

IIpaBa yuacTHHKOB 00csIeq0BaHusA H A0cTyH K HHhopManuu. Bel nmeere
NPaBO O3HAKOMUTLCS C Ballleil MeTUUIHCKO nHopmarmeii nim uadopmarmeii
BallIero HOBOPOXICHHOIO JINO0 MOJTyUHTh €€ KOMHIO (3TO IJIaTHAS YCJIyra),

a TaKXe MNOJIyYUThb CIUCOK CJTy4aeB NPEIOCTABJICHUST HAMU METULIHCKOl
nHMOPMAaLKH O BaC WK BalleM HOBOPOXK AEHHOM, OCYIIECTBJIEHHBIX HE

B LIEJIAX 00CJIEIOBAHNS, ONJIATHI HJIH BBIMOJIHEHNS] COOTBETCTBYIOIIMX
aIMIHUCTPATHBHBIX (pyHKIWMiL. Ecsm BbI cunTaere, 4To nHGOpMALHS B BalleM
JieJ1e WK JeJ1€ Balero HOBOPOXK AEHHOTO sIBJISIETCS. HEBEPHOI HJIM HENOJIHOM,
BBl HMEETe NPaBo MOTPedOBaTh BHECTH B Hee M3MEHEeHNUsI. Bbl nmeeTe mpaBo
HOMPOCUTD HAC CBA3BIBATHCS ¢ BaMH TOJIbKO B MICbMEHHOM BHJE HJIH 1O
APYroMy afpecy, UCTOJIb3ys APYroli MOUYTOBDII SALUK HJIH HOMED TeJieOoHa.

Bl MOXeTe nofarh NMCbMEHHYIO NPOCh0Y 00 OrpaHUUEHUN TTPEAOCTABIICHHSI
Baweil MeIUIMHCKOI HHMOpMAaLMK UM HHOPMALHH Ballero HOBOPOXK AEHHOr O
B LIEJISIX TPOBOAUMOrO JICUEHHUSI, OMJIAThl UJIH OCYIIECTBJICHUS
AIMHHHUCTPATHBHBIX (DYHKIHi. MBI MOXXEM HE YIOBJIETBOPUTD Ballly MPOCHOY.

2Kasoobl. Ecsin BBI cuntaere, 4To Mbl He o0ecneunJin KOHDHASHIaTbHOCTh
Baueii nHhOopMarii Wi HHOPMALUH BaIIero HOBOPOX ICHHOTO JIN00 HAPYIINITH
Baln npaBa nJjn npaBa Ballero HOBOpO)K}lCHHOFO, Bbl MOXKETE N1OAATh )Kafl06y,
TIO3BOHHMB HJTH HATICAB HHCIIEKTOPY MO BOMPOCaM KOH(MDHAECHIHAIbHOCTH:
Privacy Officer, CDPH, P.O. Box 997413, Sacramento, CA 95899-7413,
916-445-4646 umu (877) 735-2929 muusa TTY/TDD. WMnn nocetute

Hai BeO-caiit mo agpecy: www.dhs.ca.gov/privacyoffice/NPP/default.htm
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Bbl Tak ke MOXeTe 00paTUThCS K ceKpeTapro JlenapTaMeHTa 31paBOOX PaHEHHSI
U couasIbHOro odecneueHus mo aapecy: Secretary of the Department of Health
and Human Services, Office for Civil Rights, 50 United Nations Plaza, Room
322, San Francisco, CA 94102, Tenedon (800) 368-1019. Brr Tak ke MoxeTe
obparuthes B Otaest no rpax nanckum npasam CIIA (U.S. Office for Civil
Rights) no renedony 866-OCR-PRIV (866-627-7748) wm no munn TTY
866-788-4989.

}]enapTaMeHT HE MO2KET JIMIIUTDb BaC MEIUIIHHCKHUX JIbI'OT HJIH
NPUYUHHATDL BaM Bpea KAKHMH-JTH00 I[CﬁCTBI/lﬂMI/I, €CJIH Bbl PEIINTE
noaaThb }Kanoﬁy HJIH BOCIIOJIb30BAThHCS JIOObIMH npaBaMi B OTHOIIICHUH
KOH(I)H,I[QH].IH&IIIJHOCTH, NPUBECACHHBIMHA B 9TOM YBE€IOMJICHUM.

KoHnTakTHOe 10 B AenapTaMeHTe — H(bopManusi, mpiBeIeHHAsT B JAHHOI
dopme, obHOBIIsIeTCsT [TporpaMMoit BbISIBIICHHUSI TCHETHUECKHX 3a00JIeBaHMI
nenapramenta CDPH. Koppecnonaeniuto ciegyer oTnpaBisiTh I1aBe
otnesienns no axapecy: Chief of the Genetic Disease Screening Program,

850 Marina Bay Parkway, F175, Mail Stop 8200, Richmond, California, 94804
(510-412-1502).

15



3aKoH 00 aMepHKaHIaX, UMEIOIIUAX HHBAJTHTHOCTD
(Americans with Disabilities Act, ADA)
YBeoMJIEHNE H HOJIOKEHHE O JOCTYIE K HH(DOPMALHH
TomTHKa HEMOMYLIEHHSI AUCKPUMHHALMH 110 TPHYMHE NHBAJIMAHOCTH H
ITos10KeHHE O PAaBHBIX BO3MOXKHOCTSIX TPYIOYCTPOICTBA

JenaprameHT 3apaBooxpaHeHus wrara KaaudopHusi, B COOTBETCTBUH
CO BCEMH 3aKOHaMH LITaTa 1 (hefepabHbIMU 3aKOHAMH, 3alpeLaeT
JUCKPHMIHALIIO TP TPYAOYCTPONCTBE M 00ECHEUHBACT JOCTYI K CBOHM
IpOrpaMMaM H MEPOIPHSTHSIM.

3amectutesp qupekTopa Otnesna no rpaxaanckum aesiam (Office of Civil
Rights, OCR) nenapramenta CDPH foJ1xeH KOOpAMHUPOBATh U OCYIIECTBJIATD
paboTy fenapTaMeHTa B COOTBETCTBHH C TPEOOBAHUSIME O HEAOMYILIEHHH
muckpumuHami. Pa3nes I1 3akoHa KacaeTcst BOPOCOB HETOMYLIEHISI
JOUCKPUMUHAINH H BO3MOXKHOCTE! HETPYHOCIOCOOHBIX I'paXkaaH. st
HOJTyYeHIsI MHOPMAIHH, KaCAFOLIEiiCs MOJIOXKEHHS O PABHBIX BO3MOXKHOCTSIX
npu Tpynoycrpoiictse (Equal Employment Opportunity, EEO) nenapramenra
CDPH 60 nosioxenuii 3akoHa ADA 1 npenocTaBsisieMbIX B COOTBETCTBHH C
HUMH 1paB, cBsixkuTech ¢ otaesiom OCR nenapramenta CDPH no Tenecony
916-440-7370, sunun TTY 916-440-7399 nnu HanuiMre mo agpecy:

OCR, CA Department of Public Health
P.O. Box 997413, MS 0009
Sacramento, CA 95899-7413

Io 3ampocy MOXKHO MOJTYYHTh JaHHBIH JOKYMEHT, HalleuaTaHHBIH IpudTOM
Bpaiisis, ¢ BBICOKOIT KOHTPACTHOCTBIO, KPYIHBIM HIPH(TOM, Ha ayaAuoKacceTe
WA B 3JIEKTPOHHOM BHAE. UTOOBI MOJTYyIUTDH KOIIIO TOKYMEHTA B OMHOM U3
BBILIENEPEYUCIIEHHBIX (POPMATOB, MO3BOHATE UJIM HATMIIUTE TI0 APECY:

Chief, Newborn Screening Branch

850 Marina Bay Pkwy., F175, MS 8200
Richmond, CA 94804

Tenedon: 510-412-1502

Pamnopeneiinas smuus: 711/1-800-735-2929

IIpoepamma evinenenusn eenemuieckux
3a600e6anuii cmpemumes Department of Public Health
npedocmag.isimo KauecmaenHoe Newborn Screening Program
00CYKUBGANHUE CeMbAM WMAMA 850 Marina Bay Parkway, MS 8200
Ka./lud)opliu}l u npuecemcmaeyem RiChmOnd, CA 94804
Gawl 3aMeUaHUSL U NPEOTIOKEHUSL.

© CA Department of Public Health, Genetic Disease Screening Program, Newborn Screening Branch, Wtonb 2007 r.
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