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cMeBaHelakG~kCamatabita 
 
TarkTaMgGs'enArd½ Massachusetts ¨tUvVnp¶l'karBinit´TarkeTIbekIt .   kmμviFIsaFarN:suxaPiVlenH 

CYykarBar lTìpl«neraKminlíNa Edl TarkxÂHGacman . 
 
kar¨tYtBinit´TarkeTIbekIt Vncab'ep¶ImenAq~aM 1962 k~¬grd½ Massachusetts .   enAeBlenaH 

karBinit´VnrkemIl¨Kan'Et eraKmYybÔueNöaH .   cab'taMgBIeBlenaHmk karBinit´Tark VnrkemIle¨cInEfmeTot 

ehIykarBinit´Tark VnkÂayCama¨td½an«nkarEfTaMCa¨b¨ktI enATUTaMgsaklelak . 
 
zan:CaG~kdwknaMk~¬gkarBinit´Tark rd½ Massachusetts enAEtbn¶sik§alTìPaBkar¨tYtBinit´f μI 

edayp¶l'CUnelakG~kxÂH nUvCMerIs«nkar¨tYtBinit´ .  bnæab'BITarkrbs’elakG~kVnekIt 

elakG~knwgVnsYrfaetIG~kcg'Émincg' e¨CIsykkar¨tYtBinit´ ehIyG~k nwgTTYlsMeNA«n¨kdasbMeBj 

EdlVnepÆImkeyIg EdlCaäksar«ncMeLIyrbs’elakG~k (sUmemIlÓTahrN_xage¨kam) . 
 
kUnesovePAenHp¶l'BtámanTUeTA s¶IGMBIkarBinit´Tarkk~¬grd½ Massachusetts.  Ep~kEdlmanBNá manbJÍI«n 

eraKEdlrd½ Massachusetts bJÍèlk~¬gkarBinit´Tark.  Ep~kEdlmanBNá k*mankarerobrab'nUvkarsik§a 

naeBlbcÍ¬bºn~Edr edImºICYyelakG~k[eFÃIkarsMercGMBICMerIs«nkar¨tYtBinit´ .   
 
eyIgsUmCUnBrelakG~k¨BmTaMgTark [Vn¨bkbEtesck¶Isux¨Kb’¨bkar . 
 
edayesck¶Irab’Gan 

 
buKðlik«nkmμviFIBinit´TarkeTIbekIt «ntMbn’New England 

 
ÓTahrN_¨kdasbMeBj 

sMeNAcMLgrbs'matabita      

     Gt¶elxmnæIrB iiesaF # 100001 

        
 
 

cMeBaHmatabita 

sMeNAcMLg enHKWsMrab'Caäksarrbs'G~k edImºIbgúajfaeKVnykKMrUQammYycMnYntUcBITarkrbs'G~k sMrab'karBinit´TarkeTIbekItCa¨b¨ktI .  

karBinit´Ca¨b¨ktIenH eFÃI[¨VkdfaTarkrbs’elakG~knwgVnBinit´eraK EdlGacB´aVlVndUcVntMrUveday Massachusetts Department of Public 

Health (¨ksYgsaFarN:suxaPiVl«nrd½ Massachusetts). 

 

e¨kABIenH sMeNAcMLgenHk*bgúajnUvesck¶IENnaM EdlVnepÆIeTA  New England Newborn Screening Program (kmμviFIBinit´ Tark  New England) 

bnæab'BIG~kVnsMerccit¶ faG~kcg'Émincg'e¨CIsykkarBinit´Tark (karsik§aBiesaFemIl) .  
 
 
• ebIkarsik§aBiesaFemIl mYy Ée¨cInCagmYy VnKUsedaysJïa X enAEbÔkxagelIxags¶aM Tarkrbs’elakG~knwgminVnBinit´sakrkCMgW    

GÃIEdlmanbJÍèlk~¬gsJïa X’d sMrab'karsik§aeT .   ebIKμankarsik§aBiesaFemIlVnKUsk~¬g X’d eT Tarkrbs'elakG~knwgVnBinit´ sak 

sMrab'CMgWTaMgGs'EdlmancuHrayk~¬gkUnesovePAEdlmanBNá . 
 
New England Newborn Screening Program, University of Massachusetts Medical School 
305 South St., Jamaica Plain, MA 02130      (617) 983-6300 

bdiesF 

MET

VnbdiesF karsik§aBiesaFemIl
bdiesF 

SCID 
bdiesF 

ep§geTot

eQμaHrbs'Tark           (nam¨tkUl)              (namxÂçn) 

| | | | | | | | | | | | | | | |
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esck¶IsegÅb 
 

elakG~kGacnwgrkeXIjfaesck¶IsegÅbenH ¨Kb'¨Kan'sMrab'elakG~k edImºIsMerccit¶ s¶IGMBIkarBinit´Tark sMrab'  

Tarkrbs'elakG~k .   BtámanbEnÄmGacrkeXIjenAxagk~¬gkUnesovePAenH nigk~¬gEp~kEdlmanBNá . 

 
kar¨tYtBinit´TarkeTIbekIt CYykarBarCMgWmYycMnYnEdlGacB´aVlVn .  

• TarkxÂHEdlmaneraK ¨tUvkarnUvkarB´aVlk~¬gsPaBCaTarktUcenAeLIy edImºIkarBarCMgWF©n'F©r .  

• karBinit´Tark CYyrkTarkEdlmaneraKTaMgenH .   

• Tarkrbs'G~k¨bEhlCanwgminmaneraKTaMgenHeLIy .  

 
kar¨tYtBinit´Tark man¨bsiTìiPaBedaysarkarBinit´sak TarkTaMgGs'  EdlekItk~¬grd½ 

Massachusetts . 

• karBinit´sakTarkTaMgGs' KWCasar:sMxan' BIe¨BaHTarkPaKe¨cInmansuxPaBlíenAeBlekIt sUmºIEtTark 

EdlmaneraK Edl¨tUvkarnUvkarB´aVl nigEdlGacVnrkeXIjtamry:karBinit´TarkeTIbekIt k*eday .   

• karBinit´sak sMrab'kar¨tYtBinit´TarkeTIbekIt KWVneFÃIedayykEtQamBIr-bIdMNk’BITark rbs'elakG~k 

eBlman  Gayu¨bEhlBIr«f© .    

• ebIkarBinit´sak bgúajfaTarkrbs'elakG~k mansJïa«nCMgWNamYyEdlGacB´aVlVn 

¨KUeBT´«nTarkrbs'elakG~k nwgTak'TgmkelakG~k edImºIerobcMkarEfTaMTarkrbs'elakG~k .   
 
karBinit´TarkCa¨b¨ktI 

• enArd½ Massachusetts karBinit´TarkCa¨b¨ktI rYmbJÍèlnUveraKEdleKeCOfaGacB´aVlVn .  

• e¨kamcºab'rbs'rd½ Massachusetts vaKWCaesck¶It¨mUv[TarkTaMgGs' enAk~¬grd½ Massachusetts VnBinit´ 

rkemIle¨KOgcMNaMnUvCMgWEdlGacB´aVlVnTaMgenH luH¨taEtmatabitabdiesF edayeyageTAelI 

CMenOsasna . 

 
CMerIskarBinit´Tark (karsik§aBiesaFemIl) 

• rd½ Massachusetts k*p¶l'CUnCMerIskarBinit´TarkpgEdr . 

• CMerIskarBinit´Tark GnuJïat[rd½ Massachusetts manlTìPaBsik§akarBinit´f μI . 

• karsik§aBiesaFemIlTUTaMgrd½ KWCakar¨sav¨CavEdlmant«mÂsMrab'TarkenAGnaKt 

¨bEhlCamanpl¨beyaCn_sMrab' Tarkrbs'elakG~kpgEdr .  

• ²tmanGs'¨Vk'kas ehIyk*min¨tUvkarQamEfmeTot sMrab'Tarkrbs'elakG~kedImºIcUlrYmeLIy .  

• enAe¨kameKalkarN_ENnaMrbs'rd½ Massachusetts bnæab'BITarkbs'elakG~kVnekItmk G~knwgVnsYrfaetI 

G~kcg'Émincg' eqÂ¿tykpl¨beyaCn_ «nCMerIskar¨tYtBinit´TarkeTIbekIt .  

• ebIcMeJaHehtuplxÂH elakG~ksMerccit¶fa mincg'cUlrYmk~¬gkmμviFIenHeT 

 Tarkrbs'elakG~knwgenAEtVnTTYlpl¨beyaCn_ TaMgGs' «nkarBinit´TarkenHEdr.  
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BtámanbEnÄm 

s¶IGMBI karBinit´Tark nig karBinit´¨b¨ktI KWmanenAxagk~¬g 
 

matikaerOg 
 

kar¨tYtBinit´ Ca¨b¨ktI 
 

• etIGÃIeTACaeKalbMNg«nkmμviFIBinit´Tark ?.......................................................................................4 

• etI{kasGÃIxÂHEdlTarkrbs'xÆ¬MmaneraK ehIyGacrkeXIjtamry:karBinit´¨b¨ktI? ................................4 

• etIviFIBinit´ manlMnaMdUcem¶c? ..........................................................................................................4 

• etIG~kNaCaG~ksMercfaeraKEbbNa EdlVnbJÍèlk~¬gkarBinit´Tark?................................................5 

• etIxÆ¬MGacbdiesF karBinit´saksMrab’Tarkrbs'xÆ¬MVnÉeT? ..................................................................5 

• etIxÆ¬MGacTTYlBtáman s¶IGMBIlTìpl«nkar¨tYtBinit´ sakTarkeTIbekItdUcem¶c? ....................................5 

• ¨KUeBT´«nTarkrbs’xÆ¬M niyayfaxÆ¬M¨tUvykkUnxÆ¬MmkCYb sMrab'kar¨tYtBinit´Tark .   etIkarenHmann&yfa 

kUnrbs'xÆ¬MmaneraKGÃImYyÉ? .............................................................................................................5 

• etmaneraKGÃIxÂH EdlVnbJÍèlk~¬gkarBinit´¨b¨ktI?  .........................................................................6 

• karFanaGHGagKuNPaB Binit´Tark .................................................................................................7 
 

CMerIskarBinit´ 
 

• karsik§a¨sav¨Cav nUvkarBinit´sakfμI (karsik§aBiesaFemIl) .......................................................... 8 

• etIkarsik§aBiesaFemIlGÃIxÂH EdlkMBugEtVneFÃIenA²LèvenH? ........................................................... 8 

• etITarkeTIbekItNa GaccUlrYmk~¬gkarsik§aBiesaFemIlVn? .......................................................... 8 

• etIxÆ¬MGacbdiesFmincUlrYm k~¬gkarsik§aBiesaFemIlmYy Ée¨cInCagmYyVnÉeT? ............................... 9 

• etIxÆ¬McuHeQμaH edayrebobNa?  ÉetIxÆ¬MbdiesFmincUlrYmdUcem¶c? ..................................................... 9 

• etIGÃICa¨beyaCn_TUeTA nige¨KaHCab'Tak'TgCamYynwgkarsik§aBiesaFemIl manGÃIxÂH? ...........................10 

• etIenATINaEdlxÆ¬MGacrkkarsik§aBiesaFemIlEfmeTot? ................................................................10 
 

BtámanbEnÄm sMrab'matabita 

s¶IGMBIeraK VnbJÍèlk~¬g CMerIsesva nig Ca¨b¨ktI 
 
 

• sUmemIlEp~kEdlmanBNá 
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karBinit´ Ca¨b¨ktI 
 
 

etIGÃIeTACaeKalbMNg«nkmμviFIBinit´Tark ? 

 
eKalbMNg«nkmμviFIkar¨tYtBinit´TarkeTIbekIt KWBinit´sakTarkeTIbekItTaMgGs' enAk~¬grd½ Massachusetts 

edImºIrksJïadMbUg «neraKmYycMnYnEdlGacB´aVlVn (dUcVnbJïtieday¨ksYgsaFarN:suxaPiVl«nrd½ 

Massachusetts  elx 105 CMR 270.000) .    

 
 
etI{kasGÃIxÂHTarkrbs'xÆ¬MmaneraK ehIyGacrkeXIjtamry:karBinit´¨b¨ktI? 

 
{kasEdlTarkrbs'G~k nwgmaneraKNamYyTaMgenH KWtictYcNas' .   enAk~¬gkrNId*k¨m 

enAeBleKVnrkeXIjeraK tamFmμtakarvinicÏ&yeraK nigkarB´aVltaMgBIedImTI 

GackarBarbJúaCab'Tak'TgCamYynwgeraKTaMgenHVn . 
 
kar¨tYtBinit´sakTarkeTIbekIt p¶l'{kas[rkeXIjvibt¶ixÂHBIedImTI munnwgbgúajnUveraKsJïa .    

eTaHCayÔagNak*eday eyIgdwgfa kar¨tYtBinit´d*líbMput minEtgEtGacrkeXIjvibt¶ieLIy .   

ebTarkrbs'G~khak'bICaBMu¨sYlxÂçneT ¨tUvBie¨KaHCamYy nwg¨KUeBT´ «nTarkrbs'G~k yÔagqab'rh&sbMput .   

 
 
etIviFIBinit´manlMnaMdUcem¶c? 
 
eKnwgbUmQambn¶ic enAeBl¨bEhl  48 emÔag bnæab'BIekIt ÉenAmuneBlkUnEgÔtrbs'G~kVn 

GnuJïat[ecjBImnæIreBT´ .   eKykQamBIrbIdMNk' ecjBIEkgeCIg «nTarkrbs'G~k . 
 
bnæab'mkeTot mnæIreBT´EdlbegûItTarkrbs'G~k bJØènsMNakQameTAkmμviFIkar¨tYtBinit´TarkeTIbekIt  New 

England .   karBinit´sakyÔagBiess sMrab'sMNakQambn¶ic ¨tUvVneFÃI 

nigVnraykarN_eTAkmμviFIkar¨tYtBinit´TarkeTIbekIt . 
 

sar:sMxan' !   TarkEdlekItenAe¨kAmnæIreBT´ k*KYrEtVnBinit´sakEdr d*lí¨besIrenA¨bEhl 48 emÔagbnæab'  

BIekIt .   matabita KYrEterobcMCamYynwg¨KUeBT´ mnæIreBT´ Éq μb edImºI[mankar¨tYtBinit´emIl . 
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etIG~kNaCaG~ksMercfaeraKEbbNa EdlVnbJÍèlk~¬gkarBinit´Tark? 

 
s~gkarEp~ksaFarN:suxaPiVl KWTTYlxus¨tUvcMeJHkarsMerc GMBIbJØI«nvibt¶i .   manKN:TI¨bwk§amYy 

Edlman¨KUeBT´ Kilanubd½ak G~kviT´asaås¶ G~k¨VCÆsuCIvFmá nigmatabita [{vaTs~gkar 

favibt¶iNamYy¨tUvbJÍèl .   lkÅN:enAxage¨kam¨tUvEtBit¨Vkd sMrab'vibt¶i¨tUvbJÍèlk~¬gbJØI : 

1)eraKKWGacB´aVlVn, 2) mankarBinit´sakd*lí nig 3) karGn¶raKmn_BIeBT´BIedImTI nwgp¶l' 

pl¨beyaCn_[Tark . 

 
etIxÆ¬MGacbdiesF karBinit´saksMrab'Tarkrbs'xÆ¬MVnÉeT? 

 
enArd½ Massachusetts G~kGacbdiesFkar¨tYtBinit´TarkeTIbekItVn sMrab'mUlehtu«nsasna .   

ebIG~ksMerccit¶min¨tYt Binit´eT G~kGacnwgcuHhtÄelxaelI¨kdasbMeBjkarbdiesFn_ .   

¨kdasbMeBjenH[¨KUeBT´rbs'G~krYcxÂçnGMBIkar TTYlxus¨tUv sMrab'karxUtxatEdlbN¶almkBeraKGÃImYy 

EdlGacVnrkeXIjtamry:kar¨tYtBinit´ . 

 
etIxÆ¬MGacTTYlBtáman s¶IGMBIlTìpl«nkar¨tYtBinit´sak TarkeTIbekItdUcem¶c? 

 
lTìplkar¨tYtBinit´TarkeTIbekIt «nTarkrbs'G~k nwgVnraykarN_eTAmnæIreBT´ 

CakEnÂgEdlTarkrbs'G~kVnekIt nig ¨KUeBT´kumar Edlmankt'enAelIsMNakQamBinit´Tarkrbs'G~k .   

rVykarN_TaMgenH rYmmanlTìkarBinit´sakCa¨b¨ktI TaMgGs'niglTìpl«nCMerIs 

kar¨tYtBinit´NamYyEdlTarkrbs'G~kVneFÃI. minEtbÔueNöaH ebIlTìplkarBinit´sak «nTarkrbs'G~k 

bJØak'fa¨tUvkarykcit¶Tukdak'EfmeTot (sUmemIlxage¨kam) enaHeyIgnwgCMrabmnæIreBT´ CakEnÂgEdlTark 

rbs'G~k VnekIt É¨KUeBT´«nTarkrbs'G~k . 

 
¨KUeBT´«nTarkrbs'xÆ¬M niyayfaxÆ¬M¨tUvykkUnxÆ¬MmkCYb sMrab'kar¨tYtBinit´Tark .   etIkarenHman 

n&yfa kUnrbs'xÆ¬MmaneraKGÃImYyÉ? 
 
minEtgEtdUec~aHeT .   manehtuplmYycMnYn EdlCaehtunaMeGay¨KUeBT´cg’Binit´Tarkrbs'G~k .  mUlehtuxÂH 

rYmman : 
 

²teBjcit¶karyksMNakQam :  sMNakEdleKepÆImkeyIgBMumanQam¨Kb'¨Kan' edImºIbJÍb'kar¨tYtBinit´sakTaMg 

Gs'EdlVnt¨mUv ÉsMNakQamBMuman¨bsiTìiPaB sMrab'mUlehtuep§g@eTot .   emÂÔaHehIyeyIg¨tUvkarsMNak 

Qamm¶geTot . 

 
yksMNakQam \elOneBk| :  ebIsMNakQamVnykmuneBlkUnEgÔtrbs'G~kmanGayu 24 emÔag 

sMNakQam elIkTIBIrKYrEtVnykyÔagqab'rh&s .  eBlevlad*líbMputsMrab'karrkeXIj KW¨bEhl 48 

emÔagbnæab'BIekIt .   
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lTìplkarBinit´sakmin¨twm¨tUv :  lTìplkarBinit´sakmin¨twm¨tUv mann&yfa¨tUvkar¨bmaNemIlEfmeTot 

edImºI[ dwgE¨kgelaTarkrbs'G~kmaneraKGÃImYy .   CYnkalvamann&yfa ¨tUvkarsMNakQamm¶geTot 

ehIyCYnkalman n&yfaTarkrbs'G~k¨tUvEtVnmkCYb ÉVnBinit´sak edayG~käkeTs k~¬gry:eBlBIrbI«f© 

ehIyCYnkalvak*man n&yfaTarkrbs'G~kKYrEtVnmkCYbG~käkeTsyÔagqab'rh&sbMput .   

¨KUeBT´«nTarkrbs'G~k nwgCMrabdMNwgG~k GMBIGÃIxÂHEdlnwgeFÃI . 
 
kMNt' :  TarkEdlekItmin¨Kb'Ex ÉTarkeTIbekItmanTMgn'tic TMngnwgmanlTìplkarBinit´sakmin¨twm¨tUv 

enAelI sMNakQamelIkTImYy sUmºIEtebImin bgúaj[eXIjeraKGÃImYyk*eday .  

 
 
etImaneraKGÃIxÂH EdlVnbJÍèlk~¬g kar¨tYtBinit´Ca¨b¨ktI? 
 
bJØI«neraKBis¶arEdlVnbJÍèlk~¬gkar¨tYtBinit´ KWVnp¶l'enAk~¬gEp~kEdlpat'BNá .   
 
 
etIeKVndwgBI¨bePTeraKGÃIxÂH EdlVnbJÍèlk~¬gkarBinit´Ca¨b¨ktI? 

 
eyIgdwgfaeraKEdlVnbJÍèlk~¬g kar¨tYtBinit´Ca¨b¨ktI eKKitfaGacB´aVlVn .   

 
sMrab’eraKmYycMnYnTaMgenH manBtámanlí@e¨cInsnìwk s¶IGMBIlTìpl«nTarkEdlmaneraKTaMgenaH .   enH¨bEhlCa 

manTark Cae¨cInEdlmaneraKÉ¨bEhlCaFÂab'mankar¨tYtBinit´Cae¨scVc' cMnYnCae¨cInq~aMmkehIy Ék*TaMg BIrmux . 
 
sMrab’eraKp§g@eTot vamanBtáman¨Kb'¨Kan' dwgfaTarkEdlmaneraK nwgmanPaBlí¨besIrCag ebIvaVnrkeXIj nigVn 

B´aVltaMgBIedImTI bÔuEn¶eyIgminTan'manBtámaneBjeljenAeLIy [dwgfa¨tUv¨bmaNBIGÃI sMrab'GnaKtrbs 

BYkeKeT .   karenH ¨bEhlCaBIe¨BaHmanTarktictYcNas'EdlmaneraK ÉBIe¨BaHmankar¨tYtBinit´f μI 

Ék*BIe¨BaHvamankarB´aVlf μI .   

 
edImºIeFÃI[¨Vkd faeyIgGacp¶l'Btámand*líbMput sMrab'karEfTaM nigkarsMerccit¶ VnCakmμviFIkar¨tYtBinit´Tark 

eTIbekIt ¨tUvkar¨bmUlBtáman s¶IGMBIG~kCMgWEdlmaneraKTaMgenHmansPaBCayÔagNa .   
 
¨bePT«nBtámanEdlVn¨bmUl Ga¨s&yeTAeleraK nigrYmbJÍèlnUvBtámans¶IGMBIfaetIG~kCMgW enArs' nigmansuxPaBlí 

nigfaetIeKeTACYbG~käkeTsyÔageTogTat'ÉeT .   Btámanep§g@eTotEdlVn¨bmUl 

nwgCYykm μviFIkar¨tYtBinit´TarkeTIb ekIt edImºIp¶l'cMeNHdwgs¶IGMBIvibt¶i eTA[¨KUeBT´rbs'Tark nig¨KYsarrbs'eK . 
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karBinit´ TarkeTIbekIt 

karFanaGHGagKuNPaB nigkarEklMG 

 
 
kmμviFIkar¨tYtBinit´TarkeTIbekIt cg'dwgfavaman¨bsiTìiPaBlíyÔagNa ¨BmTaMgcg'dwgrebobEdleFÃI[lí¨besIreLIg .   

enH manesck¶Ifa kmμviFIcg'dwgfaetIlTìplkar¨tYtBinit´ ¨tUvK~anwglTìpleraKvinicÏ&yÉeT .   karenHk*manesck¶Ifa 

kmμviFIcg'dwg rebobEdlTarkVnvinicÏ&yeraK CamYynwgkar¨tYtBinit´vibt¶iTarkeTIbekIt mansuxPaByÔagNa nigfaetI 

eKenAEtTTYlkarEfTaM EdleK¨tUvkareTotÉGt' .   Btámans¶IBIeraKvinicÏ&y niglTìpl KWVn¨bmUlsMrab'karEklMG 

kmμviFId*TUlMTUlay .   
  
Btáman nigsMNl'Qam«nkUnEgÔtrbs'G~k GacnwgVnrk§aTukyÔagehacbMputcMnYn 10 q~aM .   CYnkal Btáman 

ÉsMNl'Qam nwgVne¨bIedImºIeFÃI[¨Vkd fakar¨tYtBinit´sakTarkeTIbekIt KWmandMeNIrkaryÔaglí .   CYnkal 

Btáman ÉsMNl'Qam nwg Vne¨bIedImºIeFÃI[karBinit´saklí¨besIreLIg sMrab'kmμviFIkar¨tYtBinit´TarkeTIbekIt .   

enAeBlxÂHeTot Btáman ÉsMNl' Qam nwgVne¨bIsMrab'karsik§axagsuxPaB .   eyIgnwg¨tUvkaresck¶IGnuJïat 

Calayl&kÅN_Gk§rBIG~k munnwgeyIgbeJÍj eQμaHTarkrbs'G~k eTA[G~k¨sav¨CavenAxage¨kA sMrab'kar 

sik§axagsuxPaBGÃImYy .   

 

e¨kABIenH ebIsinCaBtáman ÉsMNl'Qam EdlnwgVne¨bIsMrab'karsik§a kmμviFIkarsik§aenaH¨tUvEdlVn 

TTYlyl'¨BmBIsMNak'mnus§BIr¨kum EdleFÃI [¨VkdfaeKVnkarBarsiTìikUnEgÔtrbs'G~k .   ¨kumCnTaMgenH 

KWVnehAfa \KN:kmμaFikarBinit´Bic&ykarsik§amnus§| (Human Subjects Review Committees) .   

¨kummYy«nKN:kmμaFikarBinit´Bic&ykarsik§amnus§Cati KWenAä¨ksYg saFarN:suxaPiVl (Department of 

Public Health) ehIymYy¨kumeTot KWenAäsaklviT´al&ysalaeBT´ Massachusetts (University of 

Massachusetts Medical School) .   rd½aPiVlshB&nìEcgcºab' nigdak'bJït¶idl'KN:kmμaFikarnimYy@ .    

KN:kmμaFikarBinit´Bic&ykarsik§amnus§ sMercfaetI¨tUvkaresck¶IGnuJïatBIG~kÉGt' sMrab'karsik§aGÃI 

mYyEdlVnes~I .   ebIsinCaKN:kmμaFikarNamYysMerc faeK¨tUvkaresck¶IGnuJïatBIG~k kmμviFIkar¨tYtBinit´Tark 

eTIbekIt New England nwgTak'TgG~k munnwgcab'ep¶ImeFÃIkarsik§a .   
 
 
karTak'TgG~k :   eyIgdwgfamanmUlehtuCae¨cIn dUcCamatabitapÂas'b¶èr¨KUeBT´ ehIyGacnwgdUreQμaHTarkrbs'eK .  

ebITark rbs'G~k¨tUvVnvinicÏ&yeraK CamYynwgkar¨tYtBinit´eraKTarkeTIbekIt ÉebI¨tUvVneFÃIkartamdan edImºIrk[ 

dwgE¨kgelaTarkrbs'G~kmankar¨tYtBinit´vibt¶iTarkeTIbekIt G~kGacnwgTTYlsMbu¨tBIkmμviFIkar¨tYtBinit´TarkeTIbekIt 

New England edImºIeFÃI[ ¨Vkd faBtáman«nTarkrbs'G~k¨twm¨tUvenAeBlbcÍ¬bºn~enH . 
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CMerIs kar¨tYtBinit´ 
 
karsik§a¨sav¨Cav nUvkarBinit´sakf μI (karsik§aBiesaFemIl) : 

 
¨ksYgsaFarN:suxaPiVl«nrd½ Massachusetts GacnwgGnuJïat nigENnaMTisedAkarsik§a¨sav¨Cav 

nUvkarBinit´sakfμI k~¬gkmμviFI kar¨tYtBinit´TarkeTIbekIt .   karsik§a¨sav¨CavnUvkarBinit´sakfμI EdlehAfa 

karsik§aBiesaFemIl KWVneFÃIeLIgenAeBlNa ¨ksYgsaFarN:suxaPiVlsg§&y favaGacmanpl¨beyaCn_ 

sMrab'TaMgbuKðl nig¨ksYg    suxaPiVl .   eKnwgminVnykQamEfm eTotBITarkrbs'G~keT bÔuEn¶karBinit´ 

sakTaMgenHnwgrkemIleraKmYycMnYn CabEnÄmeTAelIkarBinit´sak Ca¨b¨ktI EdlVnerobrab'mkehIy .   
 
lTìpl«nkarsik§aBiesaFemIl ¨tUvVnraykarN_mkCamYynwglTìpl«nkar¨tYtBinit´Ca¨b¨ktI .   

dUcK~anwgkar¨tYtBinit´Tark eTIbekItCa¨b¨ktIEdr ebIsinCamanlTìplmin¨twm¨tUveT ¨KUeBT´«nTarkrbs'G~k 

nwgeFÃIkarCamYynwgG~käkeTsd*¨twm¨tUv edImºI cat'EcgkarEfTaMBiessGÃImYy EdlTarkrbs'G~kGacnwg¨tUvkar .  
 
 
etIkarsik§aBiesaFemIlGÃIxÂH EdlkMBugEtVneFÃIenA²LèvenH? 
 
sUmemIlEp~kEdlpat'BNá 
 
etIehtuGÃIVnCakar¨tYtBinit´TarkeTIbekIt cMeJHeraKxÂHkMBugEtVnp¶l'CUn Cakarsik§aBiesaFemIl CaCagEdl 

Vndak'GaNt¶ieTAvij? 
 
¨ksYgsaFarN:suxaPiVl «nrd½ Massachusetts VnGnum&tfavaminTan'manPs¶¬tag¨Kb'¨Kan' edImºIt¨mUv 

(dak'GaNt¶i) [mankar ¨tYtBinit´TarkeTIbekItCa¨b¨ktI 

sMrab'rkeraKEdlVnbJÍèlk~¬gkarsis§aBiesaFemIlenAeLIyeT .   emÂÔaHehIyVnCaeK¨tUvkar BtámanmYy 

ÉCae¨cIn enAelIsMNYrxage¨kamTaMgenH : 
 
1. etImanvisalPaB«nGtÄ¨beyaCn_GÃIxÂH ecjBIkar¨tYtBinit´vibt¶iTarkeTIbekItTaMgenH (etIvaseågðaHCIvit VnÉeT?   

etIvakarBar kMu[e¨KaHf~ak'F©n'F©rdl'CIvit VnÉeT?   etIkarB´aVl man¨bsiTìiPaBdUcVnrMBwg ÉeT?) 

2. etIvibt¶iTaMgenHekIteLIgjwkjab'bÔuNöa enArd½ Massachusetts?  

3. etIlTìplkarBiesaFn_líkMritNa EdlVne¨bIsMrab'¨tYtBinit´rkeraKTaMgenH?  
 
etITarkeTIbekItNa GaccUlrYmk~¬gkarsik§aBiesaFemIl Vn? 

GaccUlrYmVn - TarkeTIbekItNa GaccUlrYmk~¬gkar¨tYtBinit´TarkeTIbekIt enAcM«f© Ébnæab'BI«f©TI 1 Exkum̧: q~aM 2009 

GaccYlrYmVn . 
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etIxÆ¬MGacbdiesFmincUlrYm k~¬gkarsik§aBiesaFemIlmYy Ée¨cInCagVnÉeT? 
 
GacbdiesFVn -  G~kGacbdiesFcMeBaHkarcUlrYm«nTarkrbs'G~k k~¬gkarsik§aBiesaFemIl 

sMrab'mUlehtuGÃImYyVn .   ebIG~kbdiesF Tarkrbs'G~kenAEt TTYlpl¨beyaCn_kar¨tYtBinit´ 

TarkeTIbekItCa¨b¨ktITaMgGs' . 

 
etIxÆ¬McuHeQμaH edayrebobNa?  ÉetIxÆ¬MbdiesFmincUlrYmdUcem¶c? 
 
bnæab'BIG~ksMralkUnrYcrYc eKnwgsYrG~kfaetIG~kcg'Émincg' [Vn¨tYtBinit´rkvibt¶i enAk~¬gkmμviFIBiesaFemIl .  
 
sar:sMxan' !  eyIgnwgsMucMeLIyrbs'G~k 

enAmuneBleKepÆIsMNakQam«nTarkrbs'G~keTAmnæIrBiesaFn_sMrab'kar¨tYtBinit´* .  

cMeLIyrbs'G~knwgVnbJØak' enAelI¨kdasbMeBjkarykQamsMrab'kar¨tYtBinit´TarkeTIbekIt .   

kalNacMeLIyrbs'G~k Vnkt'enAelI¨kdasbMeBjkaryksMNakQam eyIgnwg[sMeNAenH 

mYycºab'eTAG~k sMrab'rk§aTukCa äksarrbs'G~k .   sMeNACaKMrUEdlG~knwgTTYl KWmanbgúajenAxage¨kam .  

(cMNaM :  G~kGacGankUnesovePAenH minEmnCakarbkE¨b ecjBIPasa Gg'eKÂsVn .   eTaHCayÔagNa 

sMeNABit¨VkdsMrab'Caäksarrbs'G~k nwgCaPasaGg'eKÂs) .  

 
* sMNakQamd*líbMput ¨tUvVnyk¨bEhl 48 emÔagbnæab'BIekIt ÉenAmuneBlGnuJïat[ecjBImnæIreBT´ ebIkarecjBImnæIreBT´qab'Cag 

24 emÔag .    edImºIeFÃI[¨Vkdfakar¨tYtBinit´TarkeTIbekItCa¨b¨ktI «nTarkrbs'G~k sMrab'eraKEdlVntMrUvminVnBn´areBl sMNak 

Qam¨tUvEtVnyk nigVndwkCJØèneTAmnæIrBiesaFn_yÔagrYsran' . 
 
 
ÓTahrN_¨kdasbMeBj 

sMeNAcMLgrbs'matabita      

     Gt¶elxmnæIrB iiesaF # 100001 

        
 
CUncMeBaH matabita 

sMeNAcMLgenHKWsMrab'Caäksarrbs'G~k edImºIbgúajfaeKVnyksMNakQambn¶icBTarkrbs'G~k sMrab'kar¨tYtBinit´TarkeTIbekIt  

Ca¨b¨ktI .  kar¨tYtBinit´Ca¨b¨ktIenHeFÃI[¨Vkd faeraKrbs'G~knwgVn¨tYtBinit´eraKEdlGacB´aVlVn dUcVndak'GaNt¶ieday 

Massachusetts Department of Public Health (¨ksYgsuxPaBsaFarN:«nrd½ Massachusetts) . 
 
e¨kABIenHsMeNAcMLgenHk*bgúajnUvesck¶IENnaM EdlVnepÆIeTA New England Newborn Screening Program (kmμviFIkar¨tYtBinit´ 

TarkeTIbekIt New England) bnæab'BIG~kVnsMerccit¶ faG~kcg'Émincg'e¨CIsykkar¨tYtBinit´TarkeTIbekIt (karsik§aBiesaFemIl) .  
 
• ebIkarsik§aBiesaFemIl mYy Ée¨cInCagmYy VnKUsedaysJïa X enAEbÔkxagelIxags¶aM Tarkrbs'G~knwgminVnBinit´sakrkCMgW 

GÃIEdlmanbJÍèlk~¬gsJïa X’d sMrab'karsik§aeT .   ebIKμankarsik§aBiesaFemIlVnKUsk~¬g X’d eT 

kUnEgÔtrbs'G~knwgVnBinit´sak sMrab'CMgWTaMgGs'EdlmancuHrayk~¬gkUnesovePAEdlpat'BNá . 
 
New England Newborn Screening Program, University of Massachusetts Medical School 
305 South St., Jamaica Plain, MA 02130      (617) 983-6300 

bdiesF 

MET

VnbdiesF karsik§aBiesaFemIl

bdiesF 

SCID 
bdiesF 

ep§geTot

eQμaHrbs'Tark           (nam¨tkUl)              (namxÂçn) 

| | | | | | | | | | | | | | | |
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etIGIÃICa¨beyaCn_TUeTA nige¨KaHCab'Tak'TgCamYynwgkarsik§aBiesaFemIl manGÃIxÂH? 
 
GtÄ¨beyaCn_Gacman 
 
• sar:sMxan'bMput«nGtÄ¨beyaCn_erog@xÂçn sMrab’Tarkrbs'G~k KWmandUcteTA :  

ebITarkrbs'G~kmaneraKGÃImYy EdlVnbJÍèlk~¬gkarsik§a Tarkrbs'G~knwgman{kas 

sMrab'karrkeXIjeraKd*qab' rh&s .  
 
• GtÄ¨beyaC_ep§g@eTot GacrYmmankareBjcit¶rbs'G~k faG~kkMBugEtCYyeqÂIysMNYrd*sMxan' 

EdlGacnwgCYyTarkd«T@ eTot . 
 
 
e¨KaHEdlGacman 
  
• e¨KaHsMxan'bMputnimYy@  cMeJaHTarkrbs'G~k EdlWk¨mman :   

karvinicÏ&yeraKGacnwgVnBn´areBl ebITarkrbs'G~kmaneraKGÃImYy EdlVnbJÍèlk~¬gkarsik§a 

ehIykarsik§aBinit´sak BMurkeXIjeraKk~¬gTarkrbs'G~keT .   enHKWEtgEtCaPaBe¨KaHf~ak' 

«nkar¨tYtBinit´GÃImYy .   karrkmineXIjvibt¶i nwgCa     ¨Bwt¶ikarN_minFmμta faetIkarBinit´ 

sakVnB´ayamsaklºgehIyBitÉGt' ÉenAEt¨tUvsik§aeTot .   ¨tUvBie¨KaHCamYy nwg ¨KUeBT´ 

Tarkrbs'G~k ebITarkrbs'G~khak'bICamin¨sYl Émin¨b¨ktI . 
   

• PaBe¨KaHf~ak'ep§g@eTot GacrYmmanfakar¨tYtBinit´ 

nwgbgúajBtámanEdlTarkrbs'G~kmaneraKÉlkÅN:EdleyIgmin VnrkemIl bÔuEn¶vabgúaj 

[eXIjfaCatam¨bdab’¨bdar«nkar¨tYtBinit´ .   CnmYycMnYneCOkarenHfaCaGtÄ¨beyaCn_ ehIy 

rIäG~kep§g@vij cat'TukvaCaPaBe¨KaHf~ak' .   karrkeXIjtam¨bdab’¨bdar GacekIteLIg 

swgEt¨Kb'karBinit´sakGÃImYy .   lTìplTaMgenaH¨tUvVnraykarN_eTA¨KUeBT´«nTarkrbs'G~k .   
 
 
• e¨KaHCaTUeTA KWCalTìpl«nkarBinit´min¨twm¨tUv EdlGacnwg¨tUvkarBinit´sakbEnÄm ehIyGacnwgbN¶al 

[G~k¨BYyVrm¸ sUmºIEtTarkrbs'G~kBMumankarBinit´TarkeTIbekIt k*eday .   
 
 
 
etIenATINaEdlxÆ¬MGacrkkarsik§aBiesaFemIlEfmeTot? 
 
sUmemIlEp~kEdlpat'BNá nigk~¬gEp~kmancMNgeCIgfa \s¶IGMBIkarsik§aBiesaFemIl EfmeTot| . 
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xÆ¬Mmanmti Éeyabl'xÂH .   etIeFÃIdUcem¶cGac [xÆ¬M¨Vkdfaeyabl'rbs'xÆ¬M nwgVnBicarNa? 
 
G~kKYrEtepÆIeyabl'rbs'G~kCalayl&kÅN_Gk§r eTAKN:km μaFikarNamYy ÉkmμviFIenAxage¨kamTaMgenH 

¨BmTaMgKN:km μaFikar TI¨bwk§akar¨tYtBinit´Tark ÉG~ktMNagnwgBinit´emIllixitrbs'G~keLIgvij : 
 
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 
305 South St. 
Jamaica Plain, MA 02130 
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buKðlik«nkmμviFIBinit´TarkeTIbekIt 

«ntMbn’New England 
 

 
 

Newborn Screening (Khmer) 



BtámanbEnÄm sMrab'matabita 

s¶IGMBIeraKEdlVnbJÍèlk~¬g CMerIsesva nig Ca¨b¨ktI 

cab'man¨bsiTìiPaBk~¬gExkum¸: q~aM 2009 
 
bJØIeraKEdlVnbJÍèlk~¬g kar¨tYtBinit´Ca¨b¨ktI EdlVndak'GaNt¶ieday MA DPH :  
Tarkrbs'G~k nwg¨tUvVnBinit´BiesaFemIl edImºIrke¨KOgcMNaM«neraK 30 ¨bePTenAxage¨kam : 

 
(1) karxÃHCatiGamINUGasIudCamUld½an (ARG) 

(2) kMeNInTwkenam«nCatiGasIudxab'@e¨cIneBk 

bN¶al[manGbmareraK (eraKqûçt¨CUk) 

nigCMgWefÂIm (ASA) 

(3) kgÃHCati β-kitUt´èLas (BKT) 

(4) kgÃHCatibßéyÔUTinIdasbN¶al[xab'srIrUbFatu 
(BIOT) 

(5) kgÃHkardUrCatikaVmIlpUspatk~¬gkarplit 

srIrUbFatu (CPS) 

(6) PaBmanxÍas’«nkarrYbrYmCatixÂaj'GasIudkarniTI

n (CUD) 

(7) vibt¶itamBUC«nCatiGamINUGasIudbN¶al[man 

CatienHe¨cInk~¬gQamnigTwkenam (CIT) 

(8) PaBminFmμta«nkºalvkûMBIkMeNIt (CAH) 

(9) eraKe¨mjxÃHPaBskmμBIkMeNIt (CH) 

(10) CMgWEdlrukranCalika nigGacbN¶al[xUc 

mCÎd½an¨bB&nìsr«s¨bsaTd*F©n'F©r (TOXO) 

(11) CMgWhWtdgúk' (CF) 

(12) CMgWxÃHCatisûrBIkMeNIt EdlminGacb¶èr      

CatihûaLatUeTACaKÂ¬ykUs (GALT) 

(13) kMeNInCatiGasIudKÂètarik¨bePT I (GAI) 

(14) vibt¶ikarbMEbkGaharbN¶al[manbJúak~¬gkar 

beJÍjTwkenam (HCY) 

(15) Cati 3-«h¨duksIu-3-emFIlKÂètarik «nkarman 

CatiGasIudk~¬gTwkenam (HMG) 

(16) kMeNInCatiGasIud GiusUvaÔLWrik (IVA) 

(17) tMN L-3-OH GasIul-CoA Evg «nkgÃH 

karykGIu¨dUEh§necj (LCHAD) 

(18) CMgWTwksûrmÔaBl' (MSUD) 

(19) kgÃHCatiGamINUGasIudEdlmanmuxgarBiess 

k~¬gkarplitTwkenam (OTC) 

(20) eraKPaBminexÍaHBIkMeNIt minGacbMEbkCati 

¨bUetGIunk~¬gmúèbVn (PKU) 

(21) CMgWekasikaQam¨khmEdleFÃI[xÃHQam 
(Hb SS) 

(22) Hb S/C CMgW Hb S/C 

(23) Hb S/β-vibt¶ifamBlCatiKImIk~¬gQam¨khm 
(Hb S/βTh) 

(24) tMN GasIul-CoA-mF´m «nkgÃHkaryk 

GIu¨dUEh§necj (MCAD) 

(25) kMeNInCatiGasIudemFIlmÔaLènik :  

kgÃHGg'sIumEdlerobcMsarFatuGNUrUbFatu 

eLIgvij (MUT) 

(26) kMeNInCatiGasIudemFIlmÔaLènik :  karrYbrYm 

CatikaVLamIn A, B (Cbl A,B) 

(27) kMeNInCatiGasIudemFIlmÔaLènik :  karrYbrYm 

CatikaVLamIn C,D (Cbl C,D) 

(28) kMeNInCatiGasIud¨bUb´Ôènik (PROP) 

(29) vibt¶itamBUCk¨mman bN¶al[xab'Qam 

nigTwkenamxusBIFmμta ¨bePT I (TYR I) 

(30) tMN GasIul-CoA EvgNas' «nkgÃHkaryk 

GIu¨dUEh§necj (VLCAD) 
 
kar¨tYtBinit´rkvibt¶i 30 ¨bePTTaMgenH GacnwgbgúajBtáman 

s¶IGMBIeraKenAxage¨kam ¨BmTaMglkÅN: (tam¨bdab’¨bdar 

«nkar ¨tYtBinit´CacaMVc') :  
a) CMgWhWtdgúk'xusBIFmμta (rYmman CBAVD) 

b) Cati 2-emFIl 3-«h¨duksIu «nkarmanCati 

GasIudbßUTIrikk~¬gTwkenam  (2M3HBA) 

c)  Cati 2-emFIlbßUTIrik «nkgÃHkaryk GIu¨dUEh§necj 
(2MBG) 

d) Cati 3-emFIl¨kUtUnI-CoA «nkgÃHGg'sIum EdlbMVt' 

CatikabUh§¬ILas (3MCC) 

e) Cati 3-emFIlKÂètakUnik «nkarmanCatiGasIud 

k~¬gTwkenam (3MGA) 

f) karmanCatipinILaLanInEdlsÂète¨cIneBk (H-PHE) 

g) kgÃHkarepærCatixÂaj'GasIudkarniTIn IA 

Edl²t¨CabesIm (efÂIm) (CPT IA) 

h) vibt¶itamBUC«nCatiGamINUGasIudbN¶al[man 

CatienHe¨cInk~¬gQamnigTwkenam ¨bePT II (CIT II) 

i) PaBmanexÍaH«nbßéyÔUT&rinrYmkt¶akMLaMgkarplit (BIOPT 
BS) 

j) PaBmanexÍaH«nbßéyÔUT&rinrYmkt¶akarbgûbegûItCa safμI 
(BIOPT Reg) 

k) kgÃHkarbJØèn¨kumCatipUspateTACaCati hûaLaktUs 
(GALK) 

l) kgÃHCatif~ak'Gg'sIum«nCatihûaLaktUs (GALE) 



m) kMeNInCatiGasIudKÂètarik ¨bePT II (GA2) 

n) kMritCatiemt´ÔènIneLIgxõs'k~¬gTwkxab'Gnìil@ (MET) 

o) GIusUbßUTIrIl-CoA «nkgÃHkarykÓsμ&n«h¨dU Eh§necj 
(IBG) 

p) tMN kitUGasIul-CoA-mF´m «nkgÃHkarepær 

CatiGasiTIl (MCKAT) 

q) kgÃHCae¨cIn«nGg'sIumEdlbMVt'Cati kabUh§¬ILas 
(MCD) 

r) tMN GasIul-CoA-xÂI «nkgÃHkarykÓs μ&n 

«h¨dUEh§necj (SCAD) 

s) kgÃHCati¨bUetGIun¨tImuxgar (TFP) 

t) vibt¶itamBUCk¨mman bN¶al[xab'Qam 

nigTwkenamxusBIFmμta ¨bePT II (TYR II) 

u) vibt¶itamBUCk¨mman bN¶al[xab'Qam 

nigTwkenamxusBIFmμta ¨bePT III (TYR III) 

v) viblÂaskarkÂaymkBI-Hb (Var Hb) 

w) sÄanPaBG~kpæ¬knUvlkÅN:eraKNamYyEdl 

mancuHrayk~¬gelx 1-30 É a-w 

 
 
 
 
 

 
 
 
 



 karBinit´ ¨b¨ktI 

eraKEdlVnbJÍèlk~¬gkarBinit´TarkeTIbekIt¨b¨ktI GacEckCa¨kum@¨sbeTAtambuBÃehtu ÉkarB´aVl«neraK .   

• viklkarbMEbkCatiGamINUGasIud :  Tark nigG~kCMgW EdlmaneraKTaMgenH minGace¨bIGaharFm μta 
VneT BIe¨BaHxÂçnrbs'eKminGacbMEbkCati GamINUGasIudmYyk~¬gcMeNamva EdlVnrkeXIjk~¬gmúèbFmμta .  
eK¨tUvVnp¶l'GaharBiess .  tamFmμta G~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´aCatiKImIxag 
BUCGMbUr B´aVlTarkTaMgenH .  

• vNeraKBIkMeNIt :   Tark EdlmaneraKTaMgenH VnbN¶almkBI¨bePT«nemeraKVk'etrI ÉemeraKvIrus 
Ék*emeraKVÔraÔsIut .   TarkEdlekIteraKenH GacekIteLIgk~¬geBlenAk~¬g«pæ ÉenAeBlekIt .   tamFm μta 
G~kCMnajxagvNeraK (eraKrlakGakar:xagk~¬g) B´aVlTarkTaMgenH .  

• CMgWhWtdgúk' (CF) :   Tark nigG~kCMgW EdlmaneraKenH kekItnUvesÂsμ_xab'síit@ enAk~¬gsYtrbs'eK É 
k~¬gsrIragðep§g@eTot .   esÂsμ_eFÃI[sæHsYt EdlCaedImehtu«nkarrlaksYt .  esÂsμ_enAk~¬g¨bB&nìrMlay 
Gahar bN¶al[manbJúaCamYynwgkar¨CYt¨Cabmúèb .   tamFmμta G~käkeTsxagsYt ÉG~käkeTsxag CF 
enAmNël CF B´aVlTarkTaMgenH .  

• eraKviklvkûM :  Tark nigG~kCMgW EdlmaneraKTaMgenH minGacplitCatih&rmÔUnmYyyÔagsMrab'rUbkayVn   
eT .   rUbkayrbs'TarkminGacplitCatih&rmÔUnVneT emÂÔaHehIyTarkenaH¨tUvkarCMnYy ehIytamFmμta 
¨tUvVn[f~aMEdlmanCatih&rmÔUn .  tamFm μta Tark TaMgenH¨tUvVnB´aVledayG~käkeTsxagvkûM Éeday 
¨KUeBT´kumar EdleFÃIkarCamYynwgG~käkeTsxagvkûM .  

• kgÃHGg'sIumsMrab'CativItamIn nigsûr :   Tark nigG~kCMgW EdlmaneraKTaMgenH minGacrMlay Catisûr 
vItamIn ÉCIvCatiep§g@eTotVneT .    tamFm μta G~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´a 
CatiKImIxagBUCGMbUr B´aVlTarkTaMgenH .   

• vibt¶ixÂaj'CatiGasIud nigGuksIudkmμ :    Tark nigG~kCMgW EdlmaneraKTaMgenH minGace¨bIxÂaj'Edl 
eKman VnTukenAk~¬gxÂçnrbs'eK sMrab'famBlCaGasn~VneLIy .   enAeBlmnus§m~ak' Edlmanvibt¶idUec~aH 
minbriePaKGaharmYyry:eBl vamane¨KaHf~ak'dl'sar:sMxan'sMrab'muxgar«nrUbkayrbs'eK nwgQb'eFÃIkar .   
tamFmμta G~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´aCatiKImIxagBUCGMbUr B´aVl TarkTaMgenH .  

• viklQambN¶al[esÂksÂaMg :    Tark nigG~kCMgW EdlmaneraKTaMgenH mankarpÂas'b¶èrk~¬g 
ekasikaQam¨khmrbs'eK EdlbN¶al[manbJúadUcCa CMgWekasikaQam¨khmEdlbN¶al[xÃHQam .  
vamann&yfa TarkmaneraKxÃHQam mankarQWcab'CahUrEh mankardac'sr«sQamk~¬gxYrkºal nigmankar 
rlak EdlyayIGayuCIvit .  karB´aVlCamYynwgf~aMp§H eBnIsIulIn GacnwgkarBarnUvkarrlakk~¬gv&ykumarPaB 
Vn .  tamFm μta G~kCMgWTaMgenH¨tUvVnB´aVledayelahitviTUeBT´ . 

• vibt¶isrIrUbFatuGasIud :   Tark nigG~kCMgW EdlmaneraKTaMgenH minGace¨bIEp~kxÂH«nGaharFmμtaehAfa 
saxatMNCatiGamINUGasIud ÉCatilIsIun EdlCaCatiGamINUGasIudd*sMxan'VneLIy .   G~kCMg ¨tUvkarCMnYy 
ehIytamFmμta ¨tUvVnp¶l'GaharBiess nigkarB´aVlep§g@eTot .   tamFm μta G~kCMgWTaMgenH 
¨tUvVnB´aVledayG~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´aCatiKImIxagBUCGMbUr .  

• vibt¶i«nvivd¶karbenæaTwkmU¨t :   Tark nigG~kCMgW EdlmaneraKTaMgenH BMuGacykCatinI¨tUEh§necjBI 
crn¶Qamrbs'eKVneLIy .   G~kCMgWEdlmanCatiGamÔUnIjÔaBulkMritxõs' enAk~¬gQamrbs'eK nig¨tUvkarCMnYy 
PÂam@ .   tamFmμta G~kCMgWTaMgenH¨tUvVnB´aVledayG~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´a 
CatiKImIxagBUCGMbUr .  

 



bJØIeraKEdlVnbJÍèlk~¬g karBinit´ ¨b¨ktI EdlVndak'GaNt¶ieday MA DPH : 

 
(karsik§aBiesaFemIl) 

(BtámanbEnÄm manenAxagx~g) 

 
 
G~knwg¨tUvVnsYr faetIG~kcg'Émincg' [Tarkrbs'G~kVn¨tYtBinit´ enAk~¬gkarsik§aBiesaFemIl MET nig SCID :  

 
karsik§aBiesaFemIl “MET” 

ebIG~keqÂIyVTÉcas Tarkrbs'G~knwgVn¨tYtBinit´BiesaFemIl edImºIrke¨KOgcMNaM«nvibt¶i 5 yÔagxage¨kam :  
 

(1) kgÃHkarpÂas'b¶èrCatixÂaj'GasIudkaTInIn II 

bN¶al[b"HBal'sac'dMullad* (CPT II) 

(2) kgÃHPaBj¬aMgkarbnÄyCatiDINUGIul-CoA  
(DE RED)   

(3) kMritCatiG&rniFInk~¬gTwkesrÔUmxõs', karmanCati 

GamÔUnIjÔak~¬gQamxõs', Gakar:vibt¶itamBUC 

edaymanCatihUmÔUsIu¨tUlInk~¬gTwkename¨cIn 
(HHH) 

(4) kMeNInGIu¨dUEh§nk~¬gQam«nkarbMEbkCati 

mÔaLènik (MAL) 

(5) tMN L-3-OH GasIul-CoA mF´m/xÂI «nkgÃH 

karykGIu¨dUEh§necj (M/SCHAD) 

kar¨tYtBinit´rkvibt¶iTaMg 5 enH GacnwgbgúajB&táman 

s¶IGMBIvibt¶ienAxage¨kam niglkÅN: (tamplitpl 

«nCMerIskar¨tYtBinit´ MET) 

a) CatikarniTIn :  kgÃHkarpÂas'b¶èrTIkEnÂgCati 

GasIulkarniTIn (CACT) 
b) sÄanPaB«nG~kpæ¬knUvvibt¶i«nkarsik§aBiesaF 

emIl 5 MET NamYy É CACT . 

 
 

karsik§aBiesaFemIl “SCID” 

ebIG~keqÂIyVTÉcasTarkrbs'G~knwgVn¨tYtBinit´BiesaFemIl edImºIrke¨KOgcMNaM«nvibt¶iehAfa :  
 

(1) kgÃHsmtÄPaBplitGgðbdibkÅbågðb'bJÍèlK~a 

F©n'F©r (SCID) 

 
 
 

kar¨tYtBinit´rk SCID GacnwgbgúajB&támans¶IGMBIvibt¶i 

enAxage¨kam niglkÅN: (tamplitpl «nCMerIskar 

¨tYtBinit´ SCID)  
(a) kgÃHsmtÄPaBplitGgðbdibkÅbågðb'Cabzm 

minEmn-SCID ÉlkÅN:ep§g@eTotCab'Tak' 

TgCamYynwgkarmanekasika T Tab . 

(b) sÄanPaB«nG~kpæ¬knUv SCID . 

 
karsik§aBiesaFemIl \ep§geTot| 

kEnÂgenH¨tUvVnrk§aTuk CakEnÂgmYybMrugsMrab'karsik§aenAeBlGnaKt EdlGacnwgVnp¶l'CUn .  enAeBl²LèvenH 

manEtkarsik§aBiesaFemIl MET nigkarsik§a SCID bÔueNöaH .   



karsik§aBiesaFemIl MET 
¨bvt¶i :  

 1) kaniTIn VÔl'mitUGIul kgÃHkarpÂas'b¶èrCatixÂaj'GasIudkaTInIn II bN¶al[b"HBal'sac'dMullad* (CPT II), 

 2) kgÃHPaBj¬aMgkarbnÄyCatiDINUGIul-CoA  (DE RED)   

 3) tMN L-3-OH GasIul-CoA mF´m/xÂI «nkgÃHkarykGIu¨dUEh§necj (M/SCHAD)  

eraKTaMgbIyÔagenHenAk~¬g¨kummYy «nlkÅN:karbMEbkGaharEdleKFÂab'ehAfa \eraKxÂaj'CatiGasIud nigGuksIudkm μ| .  
G~kCMgWEdlmanlkÅN:enH minGacpÂas'b¶èrxÂaj'xÂHk~¬gmúèbEdleyIgbriePaK eTACafamBlVneLIy ehIyk* BwgEpíkTaMg¨sug 
eTAelICatiKÂ¬ykUs(Catisûr) . Tark nigekμg@ EdlmaneraKTaMgenH GacnwgkÂayCaQWfûat'F©n'F©r enAeBlBMumanCati 
KÂ¬ykUs¨Kb'¨Kan' (dUcCakartmGahar) ÉenAeBlEdl¨tUvkarfamBle¨cIn (dUcCak~¬geBlqÂgCMgW) .  eKeCOfakarB´aVl 
vataMgBIedImTI GacnwgkarBarkarsÂab'Vn nigkarBarkMu[Bikar enAk~¬gkrNIxÂH .  tamFm μta G~kCMgW TaMgenH¨tUvVnB´aVl 
edayG~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´aCatiKImIxagBUCGMbUr . 

 4) kMritCatiG&rniFInk~¬gTwkesrÔUmxõs', karmanCatiGamÔUnIjÔak~¬gQamxõs', Gakar: eraKtamBUC edaymanCati 
hUmÔUsIu¨tUlInk~¬gTwkename¨cIn (HHH) :   
G~kCMgWEdlman HHH BMuGacykCatinI¨tUEh§n ecjBIcrn¶Qamrbs'eKVneLIy .  CalTìpl CatiGamÔUnIjÔaenAk~¬g 
QamGacnwgeLIgxõs' dl'f~ak'CaBul .   ebIKμankarB´aVlPÂam@eT G~kCMgWGacnwgkÂayCaQWfûat'F©n'F©r .  tamFm μta 
G~kCMgWTaMgenH¨tUvVnB´aVledayG~käkeTsxagkarbMEbkGahar ÉG~käkeTssrIviT´aCatiKImIxagBUCGMbUr . 

 5) kMeNInGIu¨dUEh§nk~¬gQam«nkarbMEbkCatimÔaLènik (MAL) :   

G~kCMgWEdlman MAL minGacplitxÂaj'GasIud tamEt¨tUvkarVneLIy ÉminGace¨bIxÂaj'Edlmank~¬gmúèbeday¨twm¨tUvVn 
eLIy .  emÂÔaHehIyvaGacnwgbN¶al[manCatisûrk~¬gQamtic B¨gIkebHdUg ex§aykMLaMgsac'dMu mankarkíçtcegíar rakrUs 
hYtCatiTwkk~¬gxÂçn Émankar¨bkac' .   tamFm μta G~kCMgWTaMgenH¨tUvVnB´aVledayG~käkeTsxagkarbMEbkGahar É 
G~käkeTssrIviT´aCatiKImIxagBUCGMbUr . 

eKalbMNg 

eKalbMNg«nkarsik§aBiesaFemIl MET KWedImºI[yl'faetIkarkt'sMKal'taMgBIedImTI tamry:karBinit´TarkeTIbekIt 
manpl¨beyaCn_xagkarBinit´B´aVlÉGt' .  

karsik§aBiesaFemIl SCID  
¨bvt¶i  

SCID ÉkgÃHsmtÄPaBplitGgðbdibkÅbågðb'bJÍèlK~aF©n'F©r KWCaeraKmYyEdlbÔHBal'yÔagF©n'dl'¨bB&nìsaMueraK .   
luH¨taEt VnB´aVl ebImindUec~aHeT Tark EdlmaneraKenHnwgsÂab'enAeBlmanGayuBIrbIEx BIe¨BaHvaminGacttaMg 
nwgkarekIteraKFmμta Edl Tark TaMgGs'EtgEtman .    edaysarkarB´aVl Tark PaKe¨cInmanCIvitrs'enA .  

karB´aVl Tark Edlman SCID rYmmankarp§aMxYrqíwg .   karenHGnuJïat[Tark manCIvit BIe¨BaHvaGacplit ekasika 
T Edl Tark man SCID BMuVnB´aVl minGacplitVn . 

eKalbMNg 

eKalbMNg«nkarBiesaFn_emIl SCID KWedImºIGnum&tnUvmeF´aVyd*líbMput edImºIrk Tark Edlman SCID .   eyIgeCO 
fakarBinit´sakGNUrUbFatu nwgCYyeyIg[dwgfa Tark NamYyEdlplitekasika T nig Tark NamYyminGacplit .   
eyIg GacnwgB´ayamBinit´sakep§g@eTot E¨kgGacCYyeyIg ¨bmaNemIl TarkNamYyEdlman SCID nigNamYy 
Edlminman .  karBinit´sakGNUrUbFatu mann&yfaeyIgnwgrkemIlbMENk«n DNA (PinPaKsac'saelahit) Edlman 
enAk~¬g Tark PaKe¨cIn .   ebIeyIgminGacrkeXIjbMENk«n DNA enAk~¬g Tark eT swmeyIgGacnwges~IsMusMNakQam 
m¶geTot edImºIeFÃI[¨VkdGMBIlTìpl ÉeyIgGacnwg[eyabl' fa Tark enaHKbºIEtVnCYbedayG~kCMnajxagviT´asaMueraK 
[mankarBinit´sakbEnÄm .  ebI Tark man SCID swmG~käkeTsxagPaBsaMueraK nwgeFÃIkarCamYynwgG~käkeTsk~¬gkar 
p§aMxYrqíwg CaKMeragkard*líbMputsMrab'Tark .   

eyIgsgôwmfakalNaeyIgcab'ep¶ImeFÃIkarBinit´sak edImºIrk Tark Edlman SCID enaHeyIgGacnwgrkCMgWep§g@eTot 
Edl Tak'TgnwgkarsaMueraKEdr .   ebIeyIgrkeXIj Tark TaMgenaH BYkeKk*nwgVnCYbedayG~käkeTsxagPaBsaMueraKEdr .  
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