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k a rR t Yt Bin it ü em er aK C Mg WE dlE b økx us B IF m µt a ek It B IF m µt aE dlm an enA kñúg x øÜn T ar keT Ib nwg ek Itk a rR t Yt Bin it ü em er aK C Mg WE dlE b økx us B IF m µt a ek It B IF m µt aE dlm an enA kñúg x øÜn T ar keT Ib nwg ek Itk a rR t Yt Bin it ü em er aK C Mg WE dlE b økx us B IF m µt a ek It B IF m µt aE dlm an enA kñúg x øÜn T ar keT Ib nwg ek Itk a rR t Yt Bin it ü em er aK C Mg WE dlE b økx us B IF m µt a ek It B IF m µt aE dlm an enA kñúg x øÜn T ar keT Ib nwg ek It     
¬eh Aka t;f a ka rR tY tB ini tü s Mrab ; Ta rkE dle TIb n wgc ab ; kMeN It ¦ 
--G a cC Yy Ta rkr keX Ij em e raK E dlx us E b økB IF m µt aekI t BIF m µta Bü a) alC Mg Wem er aK e nAeBlE dlem er aK  rWC M gWeF I V  
Tuk ç enH G acb nß yn Uvk arx Ucx atc MeBaH s a rBa gÁk ay nigb B aØa . 
 

«B uk m þa yC a TIe s ñh a «B uk m þa yC a TIe s ñh a «B uk m þa yC a TIe s ñh a «B uk m þa yC a TIe s ñh a ³³³³     
    k UnE dlm an s ux P aB l¥K WC aR b P Bén es c kIþs bk UnE dlm an s ux P aB l¥K WC aR b P Bén es c kIþs bk UnE dlm an s ux P aB l¥K WC aR b P Bén es c kIþs bk UnE dlm an s ux P aB l¥K WC aR b P Bén es c kIþs b ,,,, a yr Ik r ay rb sa yr Ik r ay rb sa yr Ik r ay rb sa yr Ik r ay rb s ;; ;; R K Ys a r R K Ys a r R K Ys a r R K Ys a r . . . . R b s ineb Iem e r aK C Mg WeF IVT uk çe nA eBlR b s ineb Iem e r aK C Mg WeF IVT uk çe nA eBlR b s ineb Iem e r aK C Mg WeF IVT uk çe nA eBlR b s ineb Iem e r aK C Mg WeF IVT uk çe nA eBl     
E d lk MB ut F MF atE d lk MB ut F MF atE d lk MB ut F MF atE d lk MB ut F MF at ; ; ; ; E tgE tn wg na Mm kE tgE tn wg na Mm kE tgE tn wg na Mm kE tgE tn wg na Mm k \\\\ T i§B lE dlm an kMr it x us K ña dlT i§B lE dlm an kMr it x us K ña dlT i§B lE dlm an kMr it x us K ña dlT i§B lE dlm an kMr it x us K ña dl ;; ;; R K Ys ar nig s g Ám  eh t ue nHR K Ys ar nig s g Ám  eh t ue nHR K Ys ar nig s g Ám  eh t ue nHR K Ys ar nig s g Ám  eh t ue nH )))) anC a s Um rMl wk e la kanC a s Um rMl wk e la kanC a s Um rMl wk e la kanC a s Um rMl wk e la k     
G ñkG ñkG ñkG ñk [[[[ dwg f a dwg f a dwg f a dwg f a [[[[ k Un T Tk Un T Tk Un T Tk Un T T Yl k arR t Yt B in it ü s Mr abYl k arR t Yt B in it ü s Mr abYl k arR t Yt B in it ü s Mr abYl k arR t Yt B in it ü s Mr ab ;; ;; T a rkE dle T Ib n wg ek It n iges v akm µR t Ut Bin it ü s ux P aBm an Ba kT a rkE dle T Ib n wg ek It n iges v akm µR t Ut Bin it ü s ux P aBm an Ba kT a rkE dle T Ib n wg ek It n iges v akm µR t Ut Bin it ü s ux P aBm an Ba kT a rkE dle T Ib n wg ek It n iges v akm µR t Ut Bin it ü s ux P aBm an Ba k ;; ;; B ½n §B ½n §B ½n §B ½n § [[[[     
T a nT a nT a nT a n ;; ;; e Bl ev la C ak ar s Mx ane Bl ev la C ak ar s Mx ane Bl ev la C ak ar s Mx ane Bl ev la C ak ar s Mx an ;; ;; ²²²² NasNasNasNas ; ; ; ; . . . . t am k arR t Yt Bin it ü s Mr a bt am k arR t Yt Bin it ü s Mr a bt am k arR t Yt Bin it ü s Mr a bt am k arR t Yt Bin it ü s Mr a b ;; ;; T a r kE dl eT Ib n wg ek It G a cC Yy T a r kr keX Ij emT a r kE dl eT Ib n wg ek It G a cC Yy T a r kr keX Ij emT a r kE dl eT Ib n wg ek It G a cC Yy T a r kr keX Ij emT a r kE dl eT Ib n wg ek It G a cC Yy T a r kr keX Ij em     
e r aK x us E b øk B IF m µt a e kIt B IF m µC a tim un eB lE dle r aK x us E b øk B IF m µt a e kIt B IF m µC a tim un eB lE dle r aK x us E b øk B IF m µt a e kIt B IF m µC a tim un eB lE dle r aK x us E b øk B IF m µt a e kIt B IF m µC a tim un eB lE dl er aK s B aØa cer aK s B aØa cer aK s B aØa cer aK s B aØa c ,,,, asasasas ;; ;; l asl asl asl as ;; ;; n wgn wgn wgn wg p þlp þlp þlp þl ;; ;; k ar Bü ak ar Bü ak ar Bü ak ar Bü a )))) al s m lµm enA ka lal s m lµm enA ka lal s m lµm enA ka lal s m lµm enA ka l ³³³³ e Te Te Te T ssss     
l ¥C ageKl ¥C ageKl ¥C ageKl ¥C ageK [[[[ T anT anT anT an ;; ;; eB lev la enH G aceB lev la enH G aceB lev la enH G aceB lev la enH G ac C YyC YyC YyC Yy b n ßyb n ßyb n ßyb n ßy k atk atk atk at ;; ;; k Mr it T ab b Mp utk Mr it T ab b Mp utk Mr it T ab b Mp utk Mr it T ab b Mp ut n Uv k arx Ucx atn Uv k arx Ucx atn Uv k arx Ucx atn Uv k arx Ucx at d ld ld ld l ;; ;; r a gr a gr a gr a g k a yn igb Ba Øa k a yn igb Ba Øa k a yn igb Ba Øa k a yn igb Ba Øa . . . . e dIme dIme dIme dIm ,,,, II II RRRR )))) ak dak dak dak d     
f a et IT a rk rb sf a et IT a rk rb sf a et IT a rk rb sf a et IT a rk rb s ;; ;; el akG ñkel akG ñkel akG ñkel akG ñk )))) an ek It m a nan ek It m a nan ek It m a nan ek It m a n em e r aK C Mg Wx us E b øk BIF m µt a ek It BIF m µC a t im a nenA kñúg x øÜn T a rkem e r aK C Mg Wx us E b øk BIF m µt a ek It BIF m µC a t im a nenA kñúg x øÜn T a rkem e r aK C Mg Wx us E b øk BIF m µt a ek It BIF m µC a t im a nenA kñúg x øÜn T a rkem e r aK C Mg Wx us E b øk BIF m µt a ek It BIF m µC a t im a nenA kñúg x øÜn T a rk E dlm anB IE dlm anB IE dlm anB IE dlm anB I     
k Me N Itb ¤e T k Me N Itb ¤e T k Me N Itb ¤e T k Me N Itb ¤e T ka re ro b cMka re ro b cMka re ro b cMka re ro b cM m nÞIr e B Tü ¬m nÞIr e B Tü ¬m nÞIr e B Tü ¬m nÞIr e B Tü ¬ K il an d æa nK il an d æa nK il an d æa nK il an d æa n ¦ nwg¦ nwg¦ nwg¦ nwg y kQ a m t icy kQ a m t icy kQ a m t icy kQ a m t ic ²²²² BIE kgeC Ig rb sBIE kgeC Ig rb sBIE kgeC Ig rb sBIE kgeC Ig rb s ;; ;; T a r kf Iµ eR k a yB I T a r kf Iµ eR k a yB I T a r kf Iµ eR k a yB I T a r kf Iµ eR k a yB I 48 48 48 48 emememem :: :: a gE dla gE dla gE dla gE dl     
T a rkT a rkT a rkT a rk )))) an k Me NIt  eh Iy R b Klan k Me NIt  eh Iy R b Klan k Me NIt  eh Iy R b Klan k Me NIt  eh Iy R b Kl ;; ;; [[[[ m C Äm NÐl R t Yt Bin it ü s Mr abm C Äm NÐl R t Yt Bin it ü s Mr abm C Äm NÐl R t Yt Bin it ü s Mr abm C Äm NÐl R t Yt Bin it ü s Mr ab ;; ;; T a r kf IµE dl ka r iy al ½y s ux Pa BR b C aB lr dæé nR ks YgT a r kf IµE dl ka r iy al ½y s ux Pa BR b C aB lr dæé nR ks YgT a r kf IµE dl ka r iy al ½y s ux Pa BR b C aB lr dæé nR ks YgT a r kf IµE dl ka r iy al ½y s ux Pa BR b C aB lr dæé nR ks Yg     
s ux aP is ux aP is ux aP is ux aP i )))) alalalal )))) an kMN tan kMN tan kMN tan kMN t ; ; ; ; ed Imed Imed Imed Im ,,,, IeF IVk a rR t Yt B in itü m anB a kIeF IVk a rR t Yt B in itü m anB a kIeF IVk a rR t Yt B in itü m anB a kIeF IVk a rR t Yt B in itü m anB a k ;; ;; B ½n § B ½n § B ½n § B ½n § . . . . s BVé f ¶e nH  r dæa P is BVé f ¶e nH  r dæa P is BVé f ¶e nH  r dæa P is BVé f ¶e nH  r dæa P i )))) a la la la l )))) anC Yy p þlanC Yy p þlanC Yy p þlanC Yy p þl ;; ;; R b k a rR t Yt Bin it üR b k a rR t Yt Bin it üR b k a rR t Yt Bin it üR b k a rR t Yt Bin it ü     
s Mr abs Mr abs Mr abs Mr ab ;; ;; T a r kf Iµ d Ucx ageR kam enH  T a r kf Iµ d Ucx ageR kam enH  T a r kf Iµ d Ucx ageR kam enH  T a r kf Iµ d Ucx ageR kam enH  ³³³³     
 

T I T I T I T I 1  1  1  1  / / / / e raK  e raK  e raK  e raK  Congenital Hypothyroidism 

 enAkñúg cMe Nam Tar k cMn YnR b E h lral; 30 00 rUb  k ¾m an Tar k 1  rUb nw gekI tm a ner aK e nH  . TarkE d leT Ib  
kMeN Ites IÞE tG t;m a ner aK s BaØax us F m µ ta es aH  tam F m µ ta eR ka yB IkMe NI tG s ;r y³e Bl 2-3 E x  eT Ib elce cj  
eraK s Ba Øae da ys nSwm ²  m U leh tus Mx an;K W s arB agÁ ka yrb s ; Tar kx VH x atThyroid Hormome G acC H \ T§Bl d l; 
s rés x Yrk, aln igk arr Ikc Mer I nF MF at ; R b s ineb IeR ka yB ITa rk) an kMe NI tG s ;r y³eBl 6  E x  eTIb Bü a) al Ta rk 
PaK eR cInn wgk øa yeTAC a Ta rk m an]b s K Áb BaØ a ka rr Ikc MerI n F MF at; yW teBl m anm aD tU c li¥ t . b :uE nþR b s ineb IG ac rk  
eX Ij Ta n;eBl evl a pþl;[ T arkThyroxine edIm ,IBü a) a l eR kayB Ic ab ;kM eNI tk ñúg r y³eBl 1 - 2 E x G aceF I V[  
Tar km anb Ba ØaR b R kt I eh I y s arBa gÁk ay k¾G a cekI teL I gnigeL I gF Mt am F m µt apgE d r . 
 

T I T I T I T I 2 2 2 2 / / / / e raK  e raK  e raK  e raK  Phenyketonuria 

enAkñúg cMe Nam Tar k cMn YnR b E h lral; 35 /000 rUb  k¾ m anTa rk 1  rUb nw gek Itm a n eraK enH  . tam F m µ ta  
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eR kayB IkM eNI tG s ; ry³e B l 3-4 E x  nwgel cecj e ra K s BaØa d UcC a ³ ek It eL Ign i geL IgF M yW teBl T wke nam ni g 
dgx øÜnm ank øineq ¥H  enAéf¶eR k ay G n;b B aØ anwg ex SayR ) aC J a y:a gF ¶n;F ¶r m Uleh tus Mx an; K W s arBa gÁk ay rb s ;T ark 
m inG acr Ms a yni gR s Ub ykR b UetG Iu nkñ úgc MN IG ah a red ay R b s iTi§Pa B R b s ineb Ir keX Ij er aK enH enAeBl dMb Ug  
enAkñúg ry ³eBl 3 E x eR ka yBIk MeN It p þl; cM NIG ah a r Bies s  tam dan tam e BlkM Nt; b B aØa rb s ;T ar kPaK eR cI n 
G acG P ivDÄ n_e da yPaBR b R k tI . 

T I T I T I T I 3 3 3 3 / / / / er aK  er aK  er aK  er aK  Homocystinuria 

enAkñúg cMe Nam Tar k cM nYnR b E h lral; 1 E s n- 2E s n  rUb  k¾m anT ark 1  rUb nwgek Itm aner aK enH  . 
m Uleh tus Mx an ;K W s arB agÁ ka yrb s ; Tar km inG a cr Ms a yni gR s Ub ykR b Ue tG Iun kñú gcM NI G ah are da yR b s iTi §PaB 
R b s ineb Im inT TYl ka rBü a) a l Tar knw gelce cj er aK s BaØa dUcC a G diæs gçl iks BV ra gka ym an rUb G aR kk ; b BaØ a  
m inR K b ;R K an; kM NkQ am C a dMu tUc² e nAkñú gQ am  nig eraK e pSg² eTo te kItC am YyK ñaC ae dIm  . R b s ineb Ir keX Ij  
eraK enH enAeB ldMb Ug pþl ;cM NIG ah a rBies s nigv it am In s Mrab ; kar Bü a) al G a ceco s vagk Mu[ T ark ex Sayb B aØ a .  
 

T I T I T I T I 4  4  4  4  / / / / e r aK  e r aK  e r aK  e r aK  Galactosemia 

enAkñúg cMe Nam Tar k cMnY nR b E h lral; 1  lan rUb  k¾m an Ta rk 1  rUb C atY y: ag nwgek Itm aner aK enH  .  
m Uleh tus Mx an ;K W s arB agÁ ka yrb s ; Tar km inG a cr Mla yni gR s Ub yks á rTw ked aH ed ayR b R ktI t am F m µta nwge lc 
ecj ) at uP U td UcC a eR ka yB I b Me) AedaH rY c Ta rkk ¥Ü t Q øb ;) at;s µa rtI edk lk; n wgG a cb Nþal[ E P ñ k ef Iøm ni gx Yrk, a l 
nwgrg ka rx Ucx a t . R b s ine b IrkeX Ij e raK enH enAe Bld M b Ug 
G acy kcM NIG ah arT wke daH E dlG t;m ans á rT wked aH nig Ba k;kN þa ls ár Twke daH  ¬Galactose¦ 
m kC MnYs T wke daH m þa y b ¤em S ATwke daH s Mr ab ;T arkF m µ ta G aceco s va gkM u[ C MgWeF IVT ukç . 
cMeBaH m þ ayE d l) anR b s Ut T arke kI tm ane raK enH  enAG ML ú geBlm an épÞeB aH  s Um eco s vagk Muh Ub c MNI 
G ah arE dlm anF a tuT wke daH  b ¤s árT wke daH l¥C a g dU cC a ³  Twke daH eK a c MNIG ah ar Tw ke daH nigG n þr aka r³C ae dIm   
edIm ,Ie co s vag kMu[ Tar kE dl ekItm ane raK enH rg ka rx Ucx a t . 
 

T I T I T I T I 5 5 5 5 / / / / er aKer aKer aKer aKG1ucose-6-phosphate dehydrogenase deficiency (t am F m µt a eh Af a t am F m µt a eh Af a t am F m µt a eh Af a t am F m µt a eh Af a G6PD deficiency)    
enAkñúg cMe Nam Tar k cMn Yn 1 00 rUb  k¾m a nT ark 3 rUb n wg ekItm ane raK enH  . er aK enH C aeraK d MNB UkE t gE t 

ekItm anenA tMb n ;ét v:a n; m Ul eh tus Mx an;K W eK alik aR kh m éns arB agÁ ka yrb s ; Tar k rMs a yni gR s Ub ykm F u rC at i  
m inR b R ktI ka lN aTa rkE d lekI tm ane raK enH B al; fña Mx ø H  dUcC a s IuBroad Bean Bal;R K ab ;kb U’ r¬camphor ball¦ 
¬t am F m µta eh AfaR K ab ;s ¥ úy ¦ lub Twk fña Ms V ay elb fñ aMSulfanilamide nigfña Mb Ba© úHkM edAnigbnß ykarQW cab;CaedI m 
E tgE tga yn wgb egI át eraKAplastic AnemiaC ab n Þan ; R b s ineb Im ine daH R s ay[ Ta n;eBle vla  nwgb Nþal[man 
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C MgWx an ;elOg ex Sa yb Ba Øa r h Utm an eR K aH dl;C Iv it . ka rb Ba¢ ak;s P aBk arN _s ux PaB rb s ;Ta rke nAeBld Mb Ug  
eco s vagk Mu[ Ba l;f ña ME dlG a cb egIá ter aK enH dU cx age lI G acb nß yk arx Ucx a tc MeBaH Tar k . 

 

m üm üm üm ü :: :: a g eTo t a g eTo t a g eTo t a g eTo t \\\\ L Úve nH  G g Ák arBü aL Úve nH  G g Ák arBü aL Úve nH  G g Ák arBü aL Úve nH  G g Ák arBü a )))) a ln Im Yya ln Im Yya ln Im Yya ln Im Yy ²²²² )))) an na Mc Ulman na Mc Ulman na Mc Ulman na Mc Ulm :: :: as Iun  as Iun  as Iun  as Iun  Tandem Mass e nH C ab e c©k eTs R t Yt Bin it ü f Iµe nH C ab e c©k eTs R t Yt Bin it ü f Iµe nH C ab e c©k eTs R t Yt Bin it ü f Iµe nH C ab e c©k eTs R t Yt Bin it ü f Iµ     
s Mr abs Mr abs Mr abs Mr ab ;; ;; R t Yt Bin it ü e raK Ta r k G a cR tYt B in itü er aK x us E b øk BIF m µt aé nd Me N Ir ka rb ME b ks ar F a tus r Ir ag ÁR t Yt Bin it ü e raK Ta r k G a cR tYt B in itü er aK x us E b øk BIF m µt aé nd Me N Ir ka rb ME b ks ar F a tus r Ir ag ÁR t Yt Bin it ü e raK Ta r k G a cR tYt B in itü er aK x us E b øk BIF m µt aé nd Me N Ir ka rb ME b ks ar F a tus r Ir ag ÁR t Yt Bin it ü e raK Ta r k G a cR tYt B in itü er aK x us E b øk BIF m µt aé nd Me N Ir ka rb ME b ks ar F a tus r Ir ag Á E d lm a nB Ik Me NItE d lm a nB Ik Me NItE d lm a nB Ik Me NItE d lm a nB Ik Me NIt     
eR cIn R b eP Te nAeB lC ameR cIn R b eP Te nAeB lC ameR cIn R b eP Te nAeB lC ameR cIn R b eP Te nAeB lC am Yy K ña  ed ImYy K ña  ed ImYy K ña  ed ImYy K ña  ed Im ,,,, IpþlIpþlIpþlIpþl ;; ;; e s v akm µR tYt B in it ü s Mr abe s v akm µR tYt B in it ü s Mr abe s v akm µR tYt B in it ü s Mr abe s v akm µR tYt B in it ü s Mr ab ;; ;; T a rk eT Ib n wg ek ItT a rk eT Ib n wg ek ItT a rk eT Ib n wg ek ItT a rk eT Ib n wg ek It [[[[ ka nka nka nka n ;; ;; E tl ¥R b es Ir nigR K bE tl ¥R b es Ir nigR K bE tl ¥R b es Ir nigR K bE tl ¥R b es Ir nigR K b ;; ;; R K a nR K a nR K a nR K a n ;; ;;     
c abc abc abc ab ;; ;; BIE x kk ád a q ña M BIE x kk ád a q ña M BIE x kk ád a q ña M BIE x kk ád a q ña M 2006  2006  2006  2006  ero gm k eR kABIk a rR tYt B in itü er aK R b e PTx ag elIe nH  rd æa P iero gm k eR kABIk a rR tYt B in itü er aK R b e PTx ag elIe nH  rd æa P iero gm k eR kABIk a rR tYt B in itü er aK R b e PTx ag elIe nH  rd æa P iero gm k eR kABIk a rR tYt B in itü er aK R b e PTx ag elIe nH  rd æa P i )))) alalalal )))) anb E n ßm R b k a rR t Yt Bin it üanb E n ßm R b k a rR t Yt Bin it üanb E n ßm R b k a rR t Yt Bin it üanb E n ßm R b k a rR t Yt Bin it ü     
6  6  6  6  yyyy :: :: a gC aG TiP aB  E dl eR b IRa gC aG TiP aB  E dl eR b IRa gC aG TiP aB  E dl eR b IRa gC aG TiP aB  E dl eR b IR )))) asasasas ;; ;; mmmm :: :: a s Iuna s Iuna s Iuna s IunTandem Mass m kR t Yt Bin it ü e raK x us E b øk B IFm kR t Yt Bin it ü e raK x us E b øk B IFm kR t Yt Bin it ü e raK x us E b øk B IFm kR t Yt Bin it ü e raK x us E b øk B IF m µt aé nd Me N Ir ka rb ME b km µt aé nd Me N Ir ka rb ME b km µt aé nd Me N Ir ka rb ME b km µt aé nd Me N Ir ka rb ME b k     
s arF a tus rIr a g Ás arF a tus rIr a g Ás arF a tus rIr a g Ás arF a tus rIr a g Á E dlm a nBIk Me N It  E dlm a nBIk Me N It  E dlm a nBIk Me N It  E dlm a nBIk Me N It  . . . . R b ka rR tYt B in itü s Mr abR b ka rR tYt B in itü s Mr abR b ka rR tYt B in itü s Mr abR b ka rR tYt B in itü s Mr ab ;; ;; R t Yt Bin it ü e raK T ar kE d lb E n ßm C a f IµR t Yt Bin it ü e raK T ar kE d lb E n ßm C a f IµR t Yt Bin it ü e raK T ar kE d lb E n ßm C a f IµR t Yt Bin it ü e raK T ar kE d lb E n ßm C a f Iµ r Ym b B a© Úl r Ym b B a© Úl r Ym b B a© Úl r Ym b B a© Úl ³³³³     
 

T I T I T I T I 6  6  6  6  / / / / e raKe raKe raKe raK Congenital Adrenal Hyperplasia    
enAkñúg cMe Nam Tar k c MnY nR b E h lral; 1 5000 rUb  k ¾m a nTa rk 1  rUb n wgek Itm a ner a K enH  . cMe BaH er aK enH  

m Uleh tus Mx an ;K W enAkñ úg AdrenalorSuprarenalGlands x VH x at21-Hydroxylase tam k ars ikS aBü a) a ler aK eda y 
pÞal ; eK rkeX Ij fa tam lk ç N³nig cMn YnE dl kgVH x a tx u s BIK ña nw gE b gE ckC a ³ ¬1 ¦R b ePT) a t;b g;F atuG Mb il 
(salt-losing type) Ta r kPaK eR cIn enAeBlE dl) at ; b g;F at uG Mb il y: agF ¶n ;F ¶r  G acb Nþal[ F ø ak; kñú g s PaB 
eR K aH fñak ;R b s ineb IeF Vs R b E h s m ineTABü a) al Ta rkG a cnwgm a neR K aH fñ ak; dl;G ay u C Ivit . ¬2 ¦R b ePTR b kb  
eda yb ur is lkç N³(sample virilizing) T ar ikaE dlek Itm a neraK R b ePTe nH nwgm a nlk ç N³ePTE b økB IF m µt a eBlF M  
eL IgG t;m anr dUv m a nlk çN ³dUcC aR b us h Ys vis ½ y m an PaBG an igeL IgF ME b økBIF m µ t a . rIÉc MeB aH Tar kE dle kI t  
m aner aK R b ePTenH k¾m a nb B aða kñú gka reL IgF M . R b s in eb I m inG acr keX Ij e nAeBld Mb U g enaH ka rBü a) alx agpø Úv 
kay nigx a gpø Úvci tþs uT §E tBi) akN as ; . ¬ 3¦R b ePTe kI t m any WteB l (late onset) eR kay BIk alT ark G ñkC Mg W 
eTIb el cecj e raK s Ba Øa . cMeBaH e raK Congenital Adrenal Hyperplasia elI kE lgE tR b ePTek Itm a ny Wt eBl  

(late onset) R b ePTT aMg BIr e pSgeTo tG acR tY tB ini tü rke X Ij  eh IyBü a) alenAeB l dMb Ug k arBü a) alenAeB l 
dMb UgG a cC Y yTa rkE dl eT Ib nwgek It eco s vageR K aH f ñak ;C I vit G a cb E nßm fñ aMs m lµm ta m kgVH x atrb s ;Ta rk G a cna M  
[ Tark ekI teL I gnig eL IgF M tam PaBR b R kt I) an . 
 

T I T I T I T I 7 7 7 7 /  /  /  /  er aKer aKer aKer aK Maple syrup urine disease    
GRtaekI tmaneraK enHenAtMb n;étv: an; kMBugenAEtR tUvkarvi ni cä½y enATIVbGWr:ubCnEs ,ks enAkñúgcMeNam Tark  

cMnYnRbEhlral ; 1  E s n 2 m Wun rUb  k ¾m an Ta rk 1  rUb e kI tm ane raK enH  enAR b eTs s h rdæG a em rik enAkñú gcM eNam  
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Tark cMnY nRbEhlra l; 2 E s n 5 m Wunr Ub  k¾m a nT ark 1  rUb ekI tm a ner aK enH  . eda y s arT wks a rBag Ák ayn ig Twk  
enam rb s ;G ñ kC MgWm anrs C a ti E p¥m dUcC aMaple Syrup e h tuenH ) anC ad ak;eQ µaH fa     eraK Maple syrup urine 

disease . cMeB aH Ta rkE dl  ekItm aner aK enH C a tY y:a g  eR kayB Ib Me) aH b :u nµa néf ¶ nwgek It eL Ig) a tuP Utx øH s nSw m ² 
dUcC a k¥ Üt cUl ci tþe dklk ; G t;m anb M Ngc g;s I uG IV d kde gðIm R b j ab ;R b j al; ek ItC Mg W x an;elOg rm Y lR keBIC a ed Im  
G ñkC MgWm a ner aK y :agF ¶ n;F ¶ rnw g) at;s µa rt I s nøb ; rh Utdl; søab;eTA . eraKenHbNþalmkBI branched-chain amino 

acidBi es s dMe NI rka rb ME b kE b økBIF m µ ta enH C ae raK kM rm an er aK enH eF IV[ d MeN Irk ar b ME b kén Valine Leucinenig  
IsoleucineminG acRbRBw tþeTAedaygayRsYl . karrkeXIjnigBü a)alenAeBldMbU gmansarsMxan;²Nas;cM eBaH 
Tar k G acn aM[ T ar kekI teL I gnigeL I gF Mt am PaBR b R kt IR K an;eb I) a n . 
 

T I T I T I T I 8 8 8 8 / / / / e r aKe r aKe r aKe r aK Medium-chain acyl-CoA dehydrogenase deficiency    
GRtaekI tmaneraK enHenAtMb n;étv: an; kMBugenAEtR tUvkarvi ni cä½y enATIVbGWr:ub nigR b eTs s h rdæG aem rik enAkñú g 

cMeNam Tark cMnY nRbEhlr a l1  m Wun 5 Ba n; r Ub  k¾m an Ta rk 1  rUb ek Itm aner aK enH  en H C aeraK dM eNI rk arb ME b k 
fatty acidsE dlE tgE te kI tm anC ageK  .  t am F m µt a nw gelcecj eraK s B aØa enAeB leR kay BIekItm aneBlG ayu 
2 q ñaM . B IeR BaH T arkx VH x a tMedium-chain acyl-CoA dehydrogenase eF I V[ dM eNI rk a rb ME b kx øaj ;m i nG acR b R Bwt þ 
eTAeda yg ayR s Y l x øaj ;E d lm inG acb ME b k rlIgK rK ñaen Akñúgs a rBa gÁk ay b g áb egáI te L IgF at uBul x U cx at dl;x Y r  
k,aln igR b B½n§s rés naM[ekIteL Ig)atuP UtdUcCa k¥Ü t efIømehIm eraK ketotic hypoglycemia sµartImi nc,as ;las; 
s nøb ;ni grm YlR k eBIC ae dIm  .  BitE m nE t m anG ñkC Mg WcMn Yn x øH G t;m ane raK s Ba Øae T G ñk C MgWPaK  2 5° E dle kI tm an  
eraK enHnwgsø ab;eTA enAeBleraKekI tm anelIkTI 1 eh tu enH)anC a k¾E tgE tRtU veKRcLMcat;Tu kCaeraKsø ab;Pøam 
Tark .k arR t YtB ini tü enAeB ldMb UgG aceco s v ager aK ek I tm an enAeBlm a ner aK b nÞa n; Bü a) a ler aK s árQ am T ab  
rIÉcM eBaH k arBü a) a leBl yU r k¾R tUv pþl ;cM NIG ah arm a nCarbohydrate eco s va g tm b rieP aK G s ;r y³eBl yU r 
eh IyR t UvE tBü a) aler aK C a b nÞan; ed ays km µ dU cC arl a k b ¤rla kR kBH nig rla keBa H evo nC aedIm  . R b s ineb IG a c 
eco s vagk arr gka rx Ucx a te da yR s Ylb Yl enA TIb Mp utG a cBü a) ale raK enH ed a yga y R s Yl) an . 
 

T I T I T I T I 9  9  9  9  / / / / e raKe raKe raKe raK er aKer aKer aKer aK     Glutaric aciduria type I 

GRtaekI tmaneraK enHenAtMb n;étv: an; kMBugenAEtR tUvkarvi ni cä½y enAR b eTs s h r dæG a em rik enAkñúgcMeNam 
Tark cM nYnRbEhlr al 2  m Wun rUb  k ¾m an Ta rk 1  rUb ek Itm aner aK enH  enH C aeraK dMe NIr ka rb ME b k Amino 

acidE b økBIF m µ taE dlk Mrm an  . BIeR BaH Ta rkx VH x at glutaryl-CoA dehydrogenase  eF IV[ dMe NI rka rb ME b k Lysine 
nig Tryptophan m inG acR b R Bwtþ eTAed a yR b R ktI F a tuBu l ¬dU cC a Glutaric acid C ae dIm ¦K rK ñaC a eR cIne nAkñú gQ am  
nigs r Ira gÁ ) anb e gIá ter aK s BaØas rés C al Md ab ;ni gdM eNI r karb ME b kE b økB IF m µt aC ab nÞ a n; . t am F m µta e nAkñú gb :un µa n  
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Ex eRkayBI TarkkMeNI tmanlT§PaBG t;m ansPaBkarN_ EbøkBIFmµtaeT b¤manEtk,alFM²EdlG t;maneraKs BaØ a 
epSgeTo t b : uE nþe nAcug kal T ark T ar knwg ekI tm an eraK s BaØa dUcC a Bi) ak eF IVc lna e ra K  Progressive Choreoa- 

thetosis s ac; dM um inG a ceF IV c lna) a n s þwk x ñ gBt ;eTAx ag eR kay ¬ G vy v³la t;e TAx a geR kA ragk ay dU cC ar ags ña ¦ 
C aedIm k ¾m anl T§P aBek Itm a nC MgWq áÜ tR C Uk b ¤s n øb ;e dkn ig s nøb ;s µa rt IC ab nÞ an; . karrkeXIjni gBüa) alenAeBl 
dMbUgm ans arsMx an;² Nas;cM eBaHT ar k G acn aM[ T ar kekI teL Ign igeL I gF Mt am PaBR b R ktIR K an; eb I) an . 
 

T I T I T I T I 1 0 1 0 1 0 1 0 / / / / er aKer aKer aKer aK Isovaleic acidemia     
GRtaekI tmaneraK enHenAtMb n;étv: an; kMBugenAEtR tUvkarvi ni cä½y enAxageR kAR b eTs  enAkñúgcM eNam Tark cMnY n 

RbEhlral 5 m W un rUb  k ¾m a nTa rk 1  rUb e kItm ane raK en H  . enH C aeraK dM eNI rka rb ME b k Organic acids 
E b økBIF m µt aE dlR km an . BIeR BaH Ta rkx VH x a t Isovaleryl CoA dehydrogenase  eF IV [ dMeN Irk arb ME b k Leucine 
eda yR b R ktI F a tuB ul isovaleric acidK rK ñah Ys v is ½ y b MB anR b B½n§s rés ni gR b B½n§b eg áI tQ am  . tam kMr it eraK  
s BaØa nigeB lm unb ¤ yW tek It m aner aK G acE ckC aB IrR b eP T K WeraK C a tY y: agn iger aK m in E m ntYY y: ag . G ñkC Mg WC a 
tY y:a geR ka yBI kMe NI tm an lT§P aBd UcC aT ar kF m µt a b :uE nþT ark nwge kI tm an) a tuP Ut dU cC a enOyh t; r g: ab ;reg I k¥ Út  
cUlc itþ edk lk; m i ncg ;s IuG I Ve Tnig rm YlR keB IC ae dIm  isovaleric acidC aeR c In) anK rK ñae n Akñúgd gx øÜn rag ka yni gTw 
enam rb s ; Tar km an kiø nej Is eC Igs ¥ú yC ac, as ;l as ; . en AeBlenH  R b s ineb Im inp þl;k arBü a) a lR twm R t Uv G ñkC M gW 
nwgs nøb ;C ab nþb n þab ; . r IÉG ñ kC MgWm inE m n tY y: agek Itm an eraK y Wt eBl eh I ym an eraK s BaØa ti ctU cm ins Uvc, as ;  
E tgE teR ka yBI kMe NI t 1  q ñaM eT Ib R tUvR tY tBin itü r keX Ij  C YnkalR t UvR cL M ca t;T ukC aR b ePTer aK dUcK ñaepSg  
eTo t . R b s ineb Ik arR tYt Bin itü rkeX Ij enAeBl dMb U g eR b IR ) as ;ka rR K b ;R K g;cMN IG a h arni gt am da nt am eBl 
kMN t; n wgm anR b s i Ti§P aBl ¥ kñúg kar Bü a) al . 
 

T I T I T I T I 1 1  1 1  1 1  1 1  / / / / e r aKe r aKe r aKe r aK Methylmalonic acidemia    
GRtaekI tmaneraK enHenAtMb n;étv: an; kMBugenAEtR tUvkarvi ni cä½y e nH C aer aK dMe NI rka rb ME b kOrganic acidE b økB I 

F m µtaE dl kMrm an . BIeR B aH s m tßPaB én methylmalonyl- CoA mutase E bøkBIF m µ ta b ¤dMe NIr ka rb ME b kF at u  

cobalamin E b økBIF m µta b Nþal[Organic acidsenAk ñú grag ka y dU cC a methylmalonic acid n ig Propionic acid 

C aedIm ) a nK rK ña eh Iyx U c x atdl ;R b B½n§s rés  enAe Blm ans PaB ka rN_F ¶n;F ¶ r  nwgb egI átb M Bul Diabetic 

Ketoacidosis er aK s árQ am Tab ¬hypoplycemia¦ e raK hyperammonemia nigeraKhyperglycinemia . G R ta 
s øab ;én Ta rkenA kñú g kal Ta r kx <s ;N as ; k arR t YtB ini tü r keX Ij enAeBl dMb U gG ace co s vagek Itm aner aK C ab nÞ an;  
b E nßm Twks a rBa gÁk ay e nAe Bls m lµm  eco s vagG as Iu tb MBul . R b s in eb Ifñ aM VitB12m anR b s iTi§P aBel IG ñkC Mg W  
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Na R t UvE tp þl; kar Bü a) ale da y VitB12 . R b sinebII fñaM  VitB12Gt;manRbsiTi§PaBelIGñkCMgWNa RtUvEtpþl;emSA 
Twke daH pSMF at u»C a rs nig cM NIG ah a rm an kaL Ú rI ¬calorie¦x <s ; G a ceF IV[methylmalonic acidenAkñ úgQ am n igT wk  
enam rkS aPaBx ab ;enAv is ½ y s m lm µ . 
※ m uneBlenAm i nT an; dwg r) a y kar N_l T§pl énk arR t YtB ini tü  s Um kMu[ Tar kBal ;R K ab ;k b U’r¬camphor ball¦ 

¬t am F m µta eh AfaR K ab ;s ¥ úy ¦ eh Iym inG nu BaØ at elb fñ aM Nat am T Mngc it þ R b s ineb Im anb Bað aN aenAv is ½ys ux PaB   

s Um caMe TAs YrR K UeB Tü E pñkk u m arrb s ;e lakG ñ k . R b s in eb IlT§ plén karR tY tBin itü s Mrab ; Ta rkm an ¬s gS½ ym a n ¦ 
s BaØae raK  enH BM um an n½ yfa Tar kBi tm anC M gWen aH eT m nÞ Ir eBTü nigK i lan dæ any kQ am dE dlb ¤m nI ÞreB Tü eF IV karR tY t  
Biini tü  nwgC YyR t YtB ini tü T ar krb s ;el akG ñkm þge To t[ q ab ;rh ½s  . l T§plR tYt Bin i tü elIk dMb Ug ¬el Ik TI 2 ¦ 
dYs Q am Bi nitü eR k aye Bl 2 s ]aþh _b nÞ ab ;m kecj lT§ pl s Um Ta k;T gC am Y ynw gm nÞIr eBTü ni gK ila nd æan yk 
Q am dE dlb ¤r kem IlB t’m a nenAelIE vb s a yén m C Äm N ÐlR t Yt Bin it ü Ta rkm C Äm N ÐlR t Yt Bin it ü Ta rkm C Äm N ÐlR t Yt Bin it ü Ta rkm C Äm N ÐlR t Yt Bin it ü Ta rk E dl eT Ib n wg cabE dl eT Ib n wg cabE dl eT Ib n wg cabE dl eT Ib n wg cab ;; ;; k Me N Itk Me N Itk Me N Itk Me N It énm C Äm NÐl 
Bü a) aler aK étb I ;¬G as ½ ydæ a nE vb s ay www..tipn.org.tw ¦ c MeB aH b BaðaB ak ;B½n §C a m Yynw ger aK  s Um Ta k; TgC a  
m Yynw gT Urs ½B ÞBies s énk ar G b ;rMs ux aP i) al ³ ¬ 02 ¦85 9 6 -206 5 . 
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