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GUEM�,UGIaD

HODN*aN�9NG&D9Q�&DEID�HVFN©,VHJcEHQ+PDQONc1��.E
�.DQ
V0UDE
&<\>HODN*aNV0HUFFLW©Na�JNDU%LQLW�HP,O7DUNUEV

HODN*aN&DPLQ[DQ���HODN*aNQZJ9Q�&DEQ8Y%WiPDQ&DH�F,QE(QbPH7RWHQ$Na�JHVRYH3$HQ+�

MCT%KPKV�GO,N7CTM*CE&<[MCT%CTP8X&O�:(FN*CE%�C9N9PZ¤+#

• 3D.H�F,Q�7DUNUEV
HODN*aNQZJ*DFPDQVX[3D%Ot�HK,\HODN*aNQZJ%0XPDQNDU9UPÈ*0%,&P�:(GOH.UNH;,MWDPU\
NDU%LQLW�7DUNHQ+WH7$H7RWH/,\�

• NDU%LQLW�7DUN*DFQ6PNQ8Y.X1VP�W©L�V0UDE
7DUNP<\F0Q<QW8F(GOPDQ&P�:1DP<\Na�JFH01DP&P�:76JHQ+*V
P<\&,YLW�

MCT%KPKV�7CTM.:�VoX9P*PWXV�G/,IGFC[MCTG)�,(VUA7CTM76I*U
(FNGM,VGP$M_�ITF¾O�CU�C48GUV76IO8N

• NDUH)¡,(WVBGO
7DUN76J*V
&DNDUP<\V0[DQ
1DV
�%,H�%r7DUN3D.H�F,QHP,OH7$G8F&DPDQVX[3D%OtHQ$H%OH7,EQZJHN,W
3¶DP#�H7rE,7DUN(GOPDQ&P�:(GO*DFHP,OGZJHGD\VDUNDU%LQLW�7DUNHQ+N
HGD\�

• NDUH)¡,(WVB%LQLW�HP,O7DUNHQ+.:H)¡,H/,JHGD\NDU\N4DP%,7DUN(GOPDQ*D\X�E(KO&D%,U�I�(W%,UE,G01N
E�XH1|r�
• HE,VLQ&DO7uSO�QNDUH)¡,(WVBE-�DN
>GZJID7DUNUEV
HODN*aNPDQV-wDHUD.(GO*DF%�D9O9Q76JE�XQ�DQHQ+�HY&�E1sLW

UEV
7DUNHODN*aNQZJ78UV	%�H7$HG,P�,H)¡,NDU1DW
&<E%�D9O&P�:HQr�

MCT%KPKV�7CTM&C)O�VC�(Routine Newborn Screening)

• HQ$Na�JUG×P�DV�D48HVWPDQ&P�:76J*V
F0Q<QGE
�EH37(GOH.�W8YUNHP,OU\�MCT%KPKV�7CTGM&C)O�VC
• F�DE
UG×P�DV�D48HVW�9QW�P8Y>H)¡,NDU%LQLW�HP,O7DUNHG,P�,UNHP,OV-wD�Q&P�:GE
�EH37GO
7DUN76J*V
(GOHN,WNa�J

UG×P�DV�D48HVW76JP8O���NDU%LQLW�7DUNHQ+*DFPDQNDU*QXH�.rF0%rPDWDELWD1D(GOPDQ&0HQ2H7$HO,VDVQD�(GO
�ENDQ
%0X>PDQNDU%LQLW�HQ+�

MCT%KPKV�GO,N7CTM&CDP�CD
DP�0�(Optional Newborn Screening)

• HG,P�,&D�EH\D&QBGO
HODN*aN�UG×P�DV�D48HVWPDQS©O
&8QQ8YNDU%LQLW�HP,O7DUNHG,P�,UNV-wDHUD.V0UDE
&P�:�PÈ�EH37H7RW�
• NDU%LQLW�E(QbPHQ+�.:H)¡,H/,JHGD\%0X*V
W�P¶HK,\HGD\%0X�W8YNDU\N4DP%,7DUNUEV
HODN*aN(IPH7RWH/,\�
• MCT%KPKV�GO,N7CTMGFC[DP�CD
DP�0�HQ+�.:&DNDUVLN�D�VDY�&DY%,U�H37HG,P�,HUREF0&DNP�YL),%LQLW�UN&P�:76J�PÈ�EH37H7RW�

• H\DOH7$WDPO0Q6�QUG×P�DV�D48HVWV0UDE
�MO�XK),%KPKV�DP�CD
DP�0��HQ+�HQ$EQ�DE
%,H%O(GO7DUNUEV
HODN*aNHN,W
H.QZJV<UHODN*aNID�HW,HODN*aNPDQE01JFJ
>H.H) ¡ ,�MCT%KPKV�GO,N7CTM&CDP�CD
DP�0��HQ+(GUeH7�

• HE,VLQ&DHODN*aN%0XPDQE01JFJ
>H.H)¡,�MCT%KPKV�GO,N7CTMGFC[DP�CD
DP�0�HQ+HGD\P8OHKWX1DP<\HQr7DUNUEV


HODN*aNHQ$(W*DF77<O�MCT%KPKV�GO,N7CTM&C)O�VC�9QG(GO��

GD,UKP&CGNCM*_MOCPD01IEI
�&CDP8X%VgOCPD(P`OU�,*0%,�MCT%KPKV�GO,N7CTM&C)O�VC�c�&CDP�CD

DP�0�U8OGOV�C*CPP8X%VgOCPGP$M_�IGUQXG3$GP+���VCTCIOCVKMCTM_�IGUQXG3$GP+&COG)�C9[O<[
U0TCD
GS¤,[P8XU01<T78G7$76ID�WP�CPU�,*0%,MO�XK),76IGP+�
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E0G%pGNCM*_M&COCVCDKVC

G[,IZ��0U8O&<[*D*TUCT7GNCM*_M���GP$G%N&CO<[._C(FNGNCM*_MM0%WIUO¤YIGS{pG7$*PC.V&CO<[7CTMTDU
GNCM*_M
GNCM*_MPYI9PT,MTC[&COKPZCP�GFC[9PF01YIHC�7CTM76I*U
(FNGM,VM_�ITF¾O�CU�C48GUV9P�V8X77<NMCT%KPKV�%,
MO�XK),UCT)CT1�UWZC3K9NO<[GJ$HC�MCT%KPKV�GO,N7CTM�(Newborn Screening) ����MO�XK),GP+PYI&<[MCT%CTG&QUXCI�M0W
>OCP&O�:(FN*CE%�C9N76I/C[9P���MO�XK),GP+ECD
GR�,O*PWXV�GP$TF¾O�CU�C48GUVM_�IS_6�¦�¡��GFC[OCPG)�,MCT%KPKV�TM
GO,N�&O�:(VO<[OWZD�WG1zp���ECD
V6I%,G%NGPpOM�MCT%KPKV�TMGO,N&O�:F�7G7QVM_�IMO�XK),GP+M
MCP
(VGM,PE0P<PG�E,PG/,I
&CN0FCD�
GJ,[MCT%KPKV�GO,N7CTMGP+9P�V8XG.[MOM*PWXV�G%L76I%K3%GNCM�HC&CMCT%KPKV�GO,N(HTM�C7CTM&C78G7$(V
O�I���TF¾O�CU�C�48GUV&CTF¾F0D8IDIrU
(FN9P*PWXV�MCT%KPKV�GO,N7CTMt��TF¾O�CU�C48GUV9PR�N
P8XMCT%KPKV�GO,N
7CTM&C)O�VCGF,O�,TMGO,N&O�:(FN*CE%�C9N9PG�E,P&CIMO�XK),F�7G7QV76I*U
�

&CO<[._CGP+�TF¾O�CU�C48GUVM
9PR�N
&8PGNCM*_MP8XMCT%KPKV�DP�CD
DP�0�(optional screening services) Z¤+G7QV(FT�
GP$G%NDP�CD
%,7CTMTDU
GNCM*_MGM,V�G.PYIU<TGNCM*_MHC�GV,GNCM*_MOCPD01IEI
>G.G)�,MCT%KPKV�GO,N7CTM&CDP�CD

DP�0GP+(FTcG7��U8O*CPX.µZCIG�MCOPKI70%	T7,����

M8PGUQXG3$GP+&C�O.µG7UO<[DI|CL&8PGNCM*_M*0%,MCT%KPKV�GO,N7CTM�(Newborn Screening)����GUEM�,UGIaD9P
*)KD�C[&8PGNCM*_M�UCD
�GP$ZCIGS�I�F�P70%	TGP+���M8PGUQXG3$GP+OCPGTQDTCD
*0%,MCT%KPKV�GO,N7CTM&C)O�VCPKI&CDP�CD

DP�0�(Routine and Optional) �U8OGOV�C*CPM_�I70%	TOCVKMCTGP$70%	TDP�CD
%,GP+��

G[,IZ��0U8O&8P%T>GNCM*_M�%O76I7CTMTDU
GNCM*_M9P�DMD(VGUEM�,UWZ&CPKE¨�

GFC[GUEM�,TCD
*CP

DW.µNKM�PMO�XK),%KPKV�GO,N7CTMM_�IV0DP
P8X*WKIM¤YP
(Staff of The New England Newborn Screening Program)

GV,Z��0*CEE8NT<O9PGFC[XK),1C"�cGV,Z��0*CEDFKGU)%0W�%OE8NT<OGFC[XK),1C"
EQ�DE
%,H%O(GO7DUNUEV
HODN*aNHN,WHK,\�H.QZJV<UIDHW,HODN*aN9Q77<ON8QHVRYH3$(GOV©,*0%,%WiPDQ7DN
7JQZJNDUVLN�DVDNO�JHQ+(GU
eH7��EQ�DE
PNH7RW�H.QZJV<UID�HW,HODN*aNPDQE01JFJ
>N8QF8OU<PNa�JNP�YL),VDNO�J%LQLW�HP,OUN&P�:76J%,UHQ+(GUeH7�

VDU�V0[DQ
��H.QZJV0X>HODN*aNHT¶,\WEQ8YV01<U76JHQ+HQ$PXQH%O(GOH.�W8Y\N4DPUEV
7DUNH7$PQ�,U%LHVD)QB5�FHP¶,\UEV
HODN*aNQZJ�W8Y
VUHVUE-�DN
Na�JOL[LW\NH7$%LQLW�HP,O7DUN���EQ�DE
%,H.9QFHP¶,\%,HODN*aNHQ+HK,\�H.QZJS©O
OL[LWFP¶JP<\F�DE
>HODN*aNUN�D7XN���.0U8�Q
OL[LWHQr.:G8F&DOL[LWHQ$[DJH�NDPHQ+����V8PE-�DN
v�HODN*aN�E(KO&D*DQN8QHVRYH3$(GOPDQEN(�E&8Q�VDE
�E�X(Q©�OL[LW%LW�9NG.:PDQ&D
3DVD*J
H.¶V��

5�H.�W8Y\N4DPNa�JU\�H%O%,����Ë��HP�DJ�EQ�DE
%,7DUNHN,W�ePXQH%OHFM%,PQ�,UH%7��HE,VLQ&D�W8YHFMPXQU\�H%O����HP�DJ���HGL,P�,E-�DN
>
GZJF�DV
ID�NDU%LQLW�HP,O&P�:76JGE
(GOUG×W�P8Y�N0X>PDQNDU\:W\�DY�H.�W8YE8P\N4DP&DEQ�DQ
3¶DP�

�MFCU
EO¤IU0TCD
OCVCDKVC

F0H%rHODN*aN&DPDWDELWD
�NGDV
HQ+7XN&DlNVDUUEV
HODN*aNHG,P�,E-�DN
>GZJID�H.9Q\N4DPUEV
7DUNHODN*aNEQ©LFHG,P�,\NH7$%LQLW�HP,O&P�:&D)P�WD���NDU%LQLW�
HQ+.:�E-�DN
>GZJF�DV
ID�H.9Q%LQLW�7DUNUEV
HODN*aNHG,P�,UNHP,O(�NJPDQ&P�:(GO*DF%�D9O76J�¸Ø�G8F(GO�NV<JVD)DU1�VX[D3L9O
�QUG×P�DV�D48HVW9QW�PqY>%LQLW�HP,O�

&DE(QbP��NGDV
HQ+7XN&DHVFN©,E-�DN
>EX.ÍOLNH%7���.8H%7�GZJ*0%,HVFN©,V0HUFUEV
HODN*aNQ8YNDU%LQLW�&DEQ�DE
EQ�0G�7H7RW�NDU�VDY�&DY(SaN
VD)DU1�VX[D3L9O��(GOPDQV0UDE
%LQLW�7DUNNa�JUG×P�DV�D48HVW76J*V
�
• HE,VLQ&DPDQ.0Q8V�X�HQ$Na�J�E*E
 "declines CF" 9QQ	\IDH.%0X%LQLW�UNHP,O&P�: cystic fibrosis�UEV
7DUNHODN*aNH/,\�
• HE,VLQ&DPDQ.0Q8V�X�HQ$Na�J�E*E
 "declines MET" 9QQ	\IDH.%0X%LQLW�UNHP,O&P�: metabolic disorders I�,76J�¸� UEV
7DUNHODN*aNH/,\�

NP�YL),%LQLW�HP,O7DUNNa�JW0EQ
M8Y*XLJN¶ZQ��QVDNOYL7�DO	\P�DV�D48HVW9QH)¡,NDU%LQLW�HP,O7DUN76J*V
�G8F(GO9Q*)LE�D\Na�JN8QHVRYH3$
H4�r�dFHP¶,\QZJV01<U78H7$V©,*0%,NDU%LQLW�HP,O7DUNº

NP�YL),%LQLW�HP,O7DUNNa�JW0EQ
M8YY*XLJN¶ZQ��QVDNOYL7�DO	\P�DV�D48HVW
305 South St., Jamaica Plan, MA 02130  (617) 983-6300
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VCTCIOCVKMCT

MCT%KPKV�GO,N7CTM)O�VC

• GV,*�,G7$&CG.CND01I�PMCT%KPKV�GO,N7CTM"����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}����
• GV,M0TKV�PMCTTMG;,L&O�:VCOT[�%KPKV�TDU
M8PZ��0GP+OCPM0TKVD�W1zC"�����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}����
• GV,XK),G)�,(VUAOCPN0P6[�CIF8EGO�E"�������}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}����
• GV,G.%KPKV�7CTMTDU
Z��0GF,O�,TMGO,N&O�:(FN*CE%�C9N9P1CO<["�����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}���¡
• GV,*_M1C77<NZWU�V8XZCIU0GTEEKV�TCD
D-¨oN&O�:76IGPpM_�IMCT%KPKV�GO,NGP+"����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}���³
• GV,Z��0*CEDFKGU)%0W�%O>G.G)�,(VUA76IGP+9P(FTcG7"���}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}���³
• GV,G.TC[MCT1AN7sRN�PKIR�N
F01YI>Z��09PFYI[�CIF8EGO�E�GD,UKP&CM8PZ��0�V8XMCTXK),%�C9N%KGUU"��}���³
• G.78TU	%��9D
Z��0HC�G.�V8XG)�,(VUAM8PZ��0O�IG7QV���GV,GP+OCPP	[HCM8PZ��0OCP&O�:*�,O<[c"����}�}�}�}�}�}�}�}�}�}���³

MCT%KPKV�GO,N7CTM&CDP�CD
DP�0

• MCTUKM�C�UCX�&CX�P(VUAH�,#��MCTUKM�CUCMN�IGO,N�����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}���
• GV,GP$M_�IG%NDE¨�D�P_GP+�OCPMCTUKM�CUCMN�IGO,N*�,Z¤+"����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}��
• GV,GJVW*�,9P&CG.ECV7WMMCT%KPKV�GO,N7CTMTMD-|C�cystic fibrosis�PKID-|C�metabolic disorders

D(P`OG7QVHC&CMCTUKM�CUCMN�IGO,N�&C&CIECV
7WMHC&CMCTV�O8XF8E%KPKV�GO,NTM
&O�:76IFD
�DG37G7QVG7$XKL"���}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}��

• GV,7CTM76I*U
*CEE8NT<OM_�IMCTUKM�CUCMN�IGP+9P(FTcG7"���}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}���
• GV,Z��0*CEFKGU)%0W�%OE8NT<OM_�IMCTUKM�CUCMN�I1CO<[c76I%,TGP+9P(FTcG7"��}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}��
• GV,Z��0*CEE8NT<O9PGFC[XK),1C"�c�GV,Z��0*CEDFKGU)%0W�%OE8NT<O9PGFC[XK),1C"���}�}�}�}�}�}�}�}�}�}�}�}�}�}���
• GV,RN�DG[C&PAPKKIRNXKDV�78G7$(FN7CM
7IPYIMCTUKM�CUCMN�IGO,NGP+OCP*�,Z¤+"���}�}�}�}�}�}�}�}�}�}�}�}��¦¿
• GV,Z��0*CE�UCX�&CXTM%VgOCPD(P`OU�,*0%,MCTUKM�CUCMN�IGO,NGP+GP$7,1C"�����}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�}�¦¿

%WiPDQE(QbPV0UDE
PDWDELWD
(GOPDQE01JFJ
GZJ*0%,NDUVLN�DVDNO�J76J��

• NDUVLN�DVDNO�J7,�¸�NDU%LQLW�HP,O7DUNHG,P�,UN&P�:(GO7DN
7JH7$QZJE-~D�cystic fibrosis �
• NDUVLN�DVDNO�J7,���&DNDU%LQLW�HP,O7DUNHG,P�,UN&P�:(GO7DN
7JH7$QZJE-~D�metabolic disorders  76J�¸�

H7RW�
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MCT%KPKV�)O�VC

GV,*�,G7$&CG.CND01I�PMC%KPKV�GO,N7CTM"

H.DOE01J�QNP�YL),%LQLW�HP,O7DUNHQ+.:�HG,P�,H)¡,(WVB7DUN(GOHN,WNa�JUG×P�DV�D48HVW76J*V
UNHP,OV-wD�Q&P�:(GO*DF
%�D9OP<\F0Q<Q>9Q7DQ
H%O��H7$WDPNDUW�PqY�QE-wWL%,�NV<JVD)DU1�VX[D3L9O�QUG×P�DV�D48HVWHO[�¸Ø��CMR

�ËØ�ØØØ��

N8QHVRYH3$HQ+QZJ*)LE�D\*0%,&P�:76JHQr�HK,\%Q�O
*0%,P8OHKWX(GON8QUEV
HODN*aNF69F
�W8YNDUH)¡,(WVB�

GV,M0TKV�PMCTTMG;,L&O�:VCOT[�%KPKV�TDU
M8PZ��0GP+OCPM0TKVD�W1zC"

V01DJ*D�NN
(GO*DF>N8QUEV
HODN*aNPDQ&P�:1DP<\Na�JF0H1DP&P�:HQ+.:PDQWLFW<F1DV
���&DN�P�HE,VLQ&DH.UN&P�:
HQ+H;,M�NDUYLQLF½	\HUD.QLJNDU%�D9O9Q3¶DP#*DF&<\NDU%DUN0X>PDQE-~DHS�J#H7RW(GO7DN
7JH7$QZJ&P�:HQ+9Q�

NDUH)¡,(WVB%LQLW�HP,O7DUN*DFS©O
^NDV>H.GZJ*0%,&P�:[¶+#PXQH%O(GO*DNDU�HUD.UEV
&P�:HQrFDE
HU,[¶6J���E�X(Q©�NDUH)¡,(WVB
%LQLW�HQ+%0X(PQHF+(WH;,M�WZP�W8YF�DV
ODV
�.E
H%OHQrH/,\�HK,\&<QNDOYD%0X*DFH;,MPDQ&P�:SJ���H7rE,&DNa�JNU1,
1DN
HGD\�HE,VLQ&DHODN*aNVHJ�WH;,MID�N8QUEV
HODN*aN%0XV8Y�V<O[¶oQ�V8PHPW©D\NH7$>HY&�E1sLW%LQLW�HP,O>9Q
TDE
UK	V�

GV,XK),G)�,(VUAOCPN0P6[�CIF8EGO�E"

H.�W8Y&<V\N4DPP<\F0Q<QW8F%,7DUN�HQ$Na�JU\�H%O�E(KO&D����HP�DJEQ�DE
%,H%O7DUNHQrHN,W�eN
HQ$PXQH%O(GO7DUN
HQr�W8YHFM%,PQ�,UH%7����H.�W8YNDU4DP(WF0Q<Q%,UE,G01N
EX�H1|r���lN(Q¶J(GO&<VHQr.:HQ$�WJ
9W(NJH&,J�

VDU�V0[DQ
��7DUN(GOHN,WHQ$H�N$PQ�,UH%7��N
.<U�W8YNDUH)¡,(WVBHQ+(GU�HK,\.<UH)¡,HQ$Na�JU\�H%O����HP�DJEQ�DE
%,HN,W3¶DP�
PDWDELWD.<U7DN
7J&DP<\HY&�E1sLW��PQ�,UH%7���eT�EHG,P�,H)¡,NDU%LQLW�HQ+�
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GV,G.%KPKV�7CTMTDU
Z��0GF,O�,TMGO,N&O�:(FN*CE%�C9N9P1CO<["

7DUNUEV
HODN*aN�W8YH.H)¡,NDU%LQLW�HP,OHG,P�,TDE
UNV-wDHUD.(GOE-�DN
>GZJIDPDQ&P�:76J�¸Ø�[DJH�NDPHQ+v

1. Congenital Hypothyroidism. &P�:HQ+E1©DOPN%,NDU[¡+&DWL��VU�\�*	UP8Q (Thyroid hormone) (GO*DFH)¡,%0X>UDJ
ND\PDQNDUO8WODV
QLJPDQONc1�(SaN*DUP�1BQLJS¶qYFLW©%0X�.E
�.DQ
���HE,VLQ&DH.9QGZJ7DQ
HK,\%�D9OHGD\H�E,^VI
&DWL�VU�\�HN�JHQr*DFO8WODV
)0)DW
&D)P�WDYLM9Q�

2. Phenylketonuria (PKU). &P�:HQ+HN,WH/,JHQ$H%O(GOUDJND\UEV
7DUN%0X*DFE0(EN&DWL�*DVLXW�*DP,18�(Amino

acid), HK¡QLO/D/DQ,Q�(phenylalanine)�(GO&D&DWL�E87,QP��DJPDQHQ$Na�JF01,*DKDU���H.*DFNDU%DUN0XX>HN�J�PDQ
ONc1�(SaN*DUP�1BQLJS¶qYFLW©%0X�.E
�.DQ
HQ+9Q�HE,VLQ&DH.GZJ7DQ
�HK,\FDE
HS©,PS©O
F01,*DKDUGO
7DUN(GOPDQ&DWL
HK¡QLO/D/DQ,Q�WLF�

3. Hemoglobin Disorders. &P�:�EH37HQ+PDQU<P76J&P�: Sickle Cell Disease �&P�:(GOPDQHNDVLNDUDJG8FNH1©�Y��&D
�EH37&P�:(GOE1©DOPN%,HNDVLND�NKPE©qUUDJ���HQ+PDQQ	\ID�7DUN*DFHN,W&P�:[¡+4DP��NDU4:FDE
��[�O
.U�QLJ&P�:
(GO*DFH)¡,>V¶DE
9W
EJ
&,YLWSJ���NDU%�D9OHGD\H�E,^VIHE�QLV:OLQ*DF&<\NDU%DUN0X>PDQ&P�:HQ$%,W8F9Q�

4. Congenital Toxoplasmosis. &D&P�:E1©DO%,HPHUD.(GO*DFH)¡,>4:)�Q
e�VDO9Q���F0H%r7DUN(GOHQ$W8F�&P�:HQ+
*DFH)¡,>7DUNHQrPDQ�ONc1+(SaN*DUP�1BQLJS¶qYFLW©%0X�.E
�.DQ
��[¡DN
(3aN��QLJ&P�:HN,W%0X�.E
ONc1�HS�J#SJ���NDU%�D9O
HGD\H�E,^VI>9Q7DQ
H%OHYOD�*DF&<\EQb\H�.rIaDN
%0XV8Y>7DUNHQrPDQ&P�:HQ+9Q�

5. Biotinidase Deficiency. &P�:HQ+E1©DOPN%,NDU[¡+&DWL�*J
VZXP (enzyme) (GOHK$ID�E�pH\D7,Q,GDV
(Biotinidase)�
&P�:HQ+*DFE1©DO>7DUN�ENDF
��PDQNDUO8WODV
\:W\�DY��&P�:�W*N�(eczema)�QLJI¶J
SJ���&P�:HQ+*DFNDU%DU9QHGD\
H�E,YL),%�D9OE�pH\D7,Q�(biotin treatment)��

6. Galactosemia. &P�:HQ+HN,WH/,JHQ$H%O(GO7DUN%0X*DFE0(EN&DWLND/DN
W8V  (galactose)�(GO&D&DWLV�UHQ$Na�J7ZN
HGrH.D9Q���Na�JNU1,[¶+�7DUN*DFHN,W&P�:[8F[<UN�DOGO
V¶DE
�QLJ&P�:HI¶,PHQ$Na�JN0/�JH%OP<\V9©UBEQ�DE
%,HN,WPN�
&P�:HQ+*DFNDU%D9QHGD\H�E,(WF01,*DKDU(GO%0XPDQ&DWL7ZNHGrH.DFDE
%,H%O(GOHN�JHQ$%,W8FH7$�

7. "Maple Syrup" Urine Disease (MSUD) ). &P�:HQ+HN,WH/,JHGD\VDU%0X*DFE0(EN&DWL�*DVLXW*DP,18�(Amino

acid) &DH�F,Q9Q���YD*DFE1©DO>PDQONc1�(SaN*DUP�1BQLJS¶qYFLW©%0X�.E
�.DQ
���ENDF
��eV¶DE
9Q���H4�r�Q&P�:HQ+.:0PN
%,N¶LQUEV
7ZNHQDP(GOPDQN¶LQ(E¶N�VHGRJ.aDQZJ7ZNV�UHPH%,O���HE,VLQ&DH.GZJ7DQ
�H.*DF>HN�JEULH3D.*DKDU%LHVV
HG,P�,H&RVYDJN0X>&P�:PDQONc1�HQ+NDQ
(W)�Q
)�U9Q�

8. Homocystinuria.�&P�:HQ+HN,WH/,JHGD\VDU%0X*DFE0(EN&DWL�*DVLXW*DP,18�(Amino acid) QLJHP7,H\DQLQ
(methionine)�9Q���&P�:HQ+*DFE1©DO>ONc1�(SaN*DUP�1BQLJS¶qYFLW©%0X�.E
�.DQ
��&P�:(3aN��QLJ4DPNN���HE,VLQ&DTDE
GZJ7DQ
�H.*DF>HN�JEULH3D.*DKDU(GOPDQ&DWLHP7,H\DQLQ�WLFHG,P�,NDU%DUN0X>HN,W&P�:HQ+9Q�

9. Congenital Adrenal Hyperplasia. &P�:HQ+HN,WH/,JHGD\VDUNDU[¡+&DWL*J
VZP�(enzyme)�(GO�NH%M*DH�G1DO

H)¡,NDUV0UDE
EH-»M&DWL*	UP8Q���F0H%rHN�J�V,�EGDE
EQ©U%8&PDQON»1�G8F&D�EGDE
EQ©U%8&UEV
EXUV���NDU9W
EJ
&DWL
*0ELOQLJ&DWL7ZNNa�J[¶oQ\�DJ[¶6JeUK8WGO
V¶DE
*DFPDQ9QHQ$F0H%rH3776J%,U���PDQYL),V0UDE
%�D9OONc1�76JHQ+9Q�

10. Medium-chain acyl Co-A dehydrogenase deficiency (MCAD) &P�:HQ+HN,WH/,JHQ$H%OPDQE-~D
HPWDE8OLN�.:7DUN%0X*DFEULH3D.*DKDU9Q��%0XEULH3D.*¡,*V
P<\U\�HGD\VDUPDQ&P�:����E-~DHQ+*DFE1©DO>�ENDF
��GN
GHJ~,P%0XHN,W��.6JHE+G8YeV¶DE
9Q���YL),%�D9O.:S»J
*DUP�1BH7$HO,NDUNDU%DUN0X>PDQE-~D�HPWDE8OLN���NDU%�D9O*DFPDQ
�EVL7u3D%9Q�HK,\�W8YHFRVYDJN0X>HN�J*W
*DKDU\8U�

&P�:G�7H7RW��HODN*aN*DFH�&,VHU,V>H.%LQLW�HP,OUN&P�:G�7H7RW9Q��V8PHPW©D*DQY.Í�MCT%KPKV�&CDP�CD
DP�0��MCTUKM�C
�UCX�&CX�P(VUAH ,#�
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GV,*_M1C77<NZWU�V8XZCIU0GTEEKV�TCD
D-¨oN&O�:76IGPpM_�IMCT%KPKV�GO,NGP+"

QD\VaJNDU�Q�NV<JVD)DU1�VX[D3L9O&D*aN77<O[XV�W8YNa�JNDUUD\E-�,&P�:76JHQ+���.1�NP�ND�Q�NXP�EZN�D(GOPDQU<P
76JHY&�E1sLW��.ODQXEG×D\LND��*aNYL7�DVD�V©��*aN7V�Q�YL78QLJ*aN77<ONDUE0HU,�9QS©O
H\DEO
GO
QD\VaJNDUQ8YH4�r&P�:
1DP<\(GO�W8YUDE
E-�qONa�JE-�,HQ+���HG,P�,UDE
E-»qOH4�r&P�:76JHQ+Na�JE-�,9Q�H.�W8YE-�DN
>GZJQ8YNW©D76JE�XQ�DQ[DJ
H�ND\HQ+>9QF�DV
ODV
�v�¸��&D&P�:(GO*DF%�D9O9Q�����PDQNDUH)¡,(WVB�WZP�W8Y�����PDQYL),%�D9O%,PXQ(GO*DF&<\
GO
HN�JHQr9Q�

GV,Z��0*CEDFKGU)%0W�%O>G.G)�,(VUA76IGP+9P(FTcG7"

UG×3D.H�F,QPDQF�DE
%LHVV#(GOH�E,F0H%rNDU%LQLW�HP,O7DUNHQ+���HQ$UG×P�DV�D48HVW�HODN*aN*DFEGLHV)%0X�%P>H.H)¡,
(WV9QHGD\*D�V	\H7$HO,&0HQ2(SaNVDVQDQ,P<\#���HE,VLQ&DHODN*aNPDQ&0HQ2\�DJG8HFar�H.QZJ>HODN*aNFX+KWbHO[D
HO,OL[LWEGLHV)P<\���OL[LWHQ+QZJ*QXH�.r>HY&�E1sLW%0X77<O[XV�W8YH7$HO,E-~DHS�J#(GO*DFE1©DOPN%,&P�:(GOH..<U
GZJHE,VLQ&DH.9Q%LQLW�HP,O9Q%,PXQHQr�

GV,G.TC[MCT1AN7sRNPKIR�N
F01YI>Z��09PFYI[�CIF8EGO�E�GD,UKP&CM8PZ��0�V8XMCTXK),%�C9N%KGUU"

H.QZJE-�qOO7uSO�QNDUH)¡,(WVBHQrH7$PQ�,UH%7�(GON8QHODN*aNHN,W���HVFN©,UD\NDU1BHQ+.:PDQ76JO7uSO�QNDU%LQLW�
H)¡,(WVB)P�WD�(routine testing)�QLJO7uSO�QNDU%LQLW�HP,O&DEQ�DE
EQ�0 (optional screening)�UEV
N8QHODN*aN��V8PHPW©D
*DQHQ$Y.Í�dNDUVLN�D�VDY�&DY�Q(WVBI�,#º��

&DE(QbP�HE,VLQ&DO7uSO�QNDUH)¡,(WVBUEV
N8QHODN*aNEJ~DM>GZJID�H.�W8YNDU%LQLW�HP,ON8QHODN*aN>9QGLWGO
(IPH7RW
HQr��V8PHPW©*DQHVFN©,[DJH�NDP��H.QZJS©O
G01ZJHQ+H7$PQ�,UH%7�(GON8QHODN*aNHN,WeHY&�E1sLWUEV
N8QHODN*aN�

G.78TU	%��9D
Z��0HC�G.�V8XG)�,(VUAM8PZ��0O�IG7QV���GV,GP+OCPP	[HC�M8PZ��0OCP&O�:*�,O<[c"

%0X(PQPDQQ	\ID\�DJG8HFa+76J*V
HQrH7�PDQP8OHKWX&DH�F,Q(GOQ6HY&�E1sLWN8QUEV
HODN*aN&0UDEHODN*aNID��W8YN8QH7$
H)¡,(WVBP©JH7RWHQr���P88OHKWX[¶+�PDQG8F&Dv

4CO.0T8(FN[MG7$G)�,(VUA%0WNrt��H.%0XPDQ4DP�.E
�.DQ
V0UDE
\NH7$%LQLW�H)¡,HWVB�eN
H.H)¡,(WVB4DPHQr%0X
HN,WHGD\P8OHKWX*¡,P<\�

MCT[M4CO�bTJ	UG%M§t��HE,VLQ&DH.&<V\N4DPHQrPXQH%O(GO7DUNHN,W9Q����HP�DJ�H.�W8Y&<V\N
4DPHP,OP©JH7RW>9QTDE
UK	V�HG,P�,H&RVYDJN0X>PDQ9W
&P�:1DP<\���H%O(GOOtE0SXWNa�JNDU&<V\N4DPHP,O
.:HQ$FHQ¶r%,����HP�DJ�H7$�Ë��HP�DJ�EQ�DE
%,H%O7DUNHN,WPN�

N7sRN�PMCTG)�,(VUA9PZWU(D¤M%,)O�VCt��%DN�IDO7uSO(WVB[XV(E¶N%,)P�WDPDQQ	\ID�YD*DFPDQ&P�:9Q�
HE,VLQ&D�O7uSO�QNDUH)¡,(WVBP©JH7RWE-�DN
>GZJID�H.�W8Y%LQLW�>9QGLWGO
(IPH7RW�H.QZJ�9E
H7$HY&�E1sLWUEV

N8QHODN*aN&DEQ�DQ
�
HVFN©,E-�DN
v��7DUN(GOHN,W%0X�.E
([�ePDQ7P�Q
WLFHQ$H%OHN,WH�F,Q(W*DFH)¡,>O7uSOUEV
(WVB[XV(E¶N%,)P�WD
HQ$H%OH)¡,(WVBG0E8J�H7rE,&D%LQLW�HP,OH7$%0XH;,MPDQ&P�:*¡,P<\N
HGD\�
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MCT%KPKV�GO,N7CTM&CDP�CD
DP�0

MCTUKM�C�UCX�&CX�P(VUAH�,#��MCTUKM�CUCMN�IGO,N�t

�NV<JVD)DU1�VX[D3L9O�QUG×P�DV�D48HVW*DF*QX-wDWLQLJE-�D>H)¡,NDUVLN�D�VDY�&DY�Q(WVBI�,#H7$HO,NP�YL),%LQLW�HP,O
7DUNHQ+9Q(GU���NDUVLN�D�VDY�&DY�Q(WVBI�,�(GOHK$ID�NDUVLN�DVDNO�JHP,OHQ+.:H)¡,H/,JHGD\VDU��NV<JVD)DU1�
VX[D3L9O\O
IDYD*DFPDQ�EH\D&QBGO
7DUNHQrQLJGO
VX[3D%UEV
VD)DU1&Q78H7$���H.%X0�W8YNDU&<V\N4DP%,7DUN
UEV
HODN*aN(IPH7RWH/,\�(WNDUH)¡,(WVBHQ+*DF>H.%LQLW�HP,O&P�:9QH�F,Q(IP%,HO,NDU�%LQLW�HP,O)P�WDH7$H7RW�

O7uSO�QNDUVLN�DVDNO�JHQ+QZJ�W8YUD\NDU1BHQ$H%O&DP<\.aDQZJO7uSO�QNDU%LQLW�HP,O)P�WD(GU���G8HFa+�HE,VLQ&DO7u
SOEJ~DM>GZJID�7DUNPDQVX[3D%(E¶N[XV%,)P�WD�HY&�E1sLWUEV
N8QHODN*aNQZJH)¡,NDU&DP<\*aNlNH7V77<O[XV�W8Y[DJ(SaN
HQrHG,P�,FDW
(FJ%�D9O(IUN�DH7$WDPHVFN©,�W8YNDUUEV
7DUNHODN*aNHQr�

GV,GP$M_�IG%NDE¨�D�P_GP+�OCPMCTUKM�CUCMN�IGO,N*�,Z¤+"

FDE
%,�I�7,�¸�([NXPÈ+��([����Ta6�¸����HQ+H7$�NP�YL),HQ+QZJHUREF0>PDQNDUVLN�DVDNO�J%,U(GOHK$IDv

• NDU%LQLW�HP,O7DUNHG,P�,UN&P�:(GO7DN
7JH7$QLJE-~D�cystic fibrosis

• NDU%LQLW�HP,O7DUNHG,P�,UN&P�:(GO7DN
7JH7$QLJE-~D�metabolic disorders 76J ¸��H7RW�

GV,GJVW*�,9P&CG.ECV
7WMMCT%KPKV�GO,N7CTMTMD-|C�cystic fibrosis�PKID-|C�metabolic disorders�D(P̀OG7QV
HC&CMCTUKM�CUCMN�IGO,N�&C&CIECV
7WMHC&CMCTV�O8XF8E%KPKV�GO,NTM&O�:76IFD
�DG37�G7QVG7$XKL"

P8OHKWXHQ+PDQE,\�DJv

¸� HG,P�,I¶ZJ(I¶J*0%,SO�EH\D&QB�QNDU%LQLW�HP,O7DUNNa�JNDU&<\V�P8OONc1�&P�:UEV
7DUN%,)�Q
)�UH7$&DONc1�(GO
TDE
GZJPXQ�V<O%�D9OH7$YLM�

�� HG,P�,>GZJID�HW,&P�:HQ+PDQHN,WH/,JH�F,QMZNMDE
E�X1|DHQ$Na�JUG×P�DV�D48HVW�
�� HG,P�,I¶ZJ(I¶JHP,OYL),%LHVD)QBH)¡,(WVBNa�JNDU%LQLW�UN&P�:76JHQ+�

GV,7CTM76I*U
*CEE8NT<OM_�IMCTUKM�CUCMN�IGP+9P(FTcG7"

9Q�7DUN1D(GOF8OU<PNa�JNDU%LQLW�HP,O7DUN&D)P�WDHQ$eEQ�DE
%,�I�7,�¸�([NXPÈ+��([����Ta6�¸����*DFF8OU<PNa�JNDUVLN�DVDN
O�JHQ+9Q76J*V
�
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GV,Z��0*CEDFKGU)%0W�%OE8NT<OM_�IMCTUKM�CUCMN�I1CO<[c76I%,TGP+9P(FTcG7"

9Q�HODN*aN*DFEGLHV)%0X�%P>N8QUEV
HODN*aNF8OU<PNa�JNDUVLN�DVDNO�J1DP<\e76J%,UHGD\VDUP8OHKWX1DP<\
N
9Q���HE,VLQ&DHODN*aNEGLHV)%0X�%P>N8QF8OU<P�N8QUEV
HODN*aNHQ$(W*DF77<O�EH\D&QB%,NDU%LQLW�HP,O7DUN)P�WD
9Q(GU�

GV,Z��0*CEE8NT<O9PGFC[XK),1C"�cGV,Z��0*CEDFKGU)%0W�%OE8NT<O9PGFC[XK),1C"

EQ�DE
%,H%O(GO7DUNUEV
HODN*aNHN,W�H.QZJV<UID�HW,HODN*aN9Q77<ON8QHVRYH3$(GOV©,*0%,%WiPDQ7DN
7JH7$�QZJNDUVLN�D
VDNO�JHQ+(GUeH7���EQ�DE
PNH7RW�H.QZJV<UID�HW,HODN*aNPDQE01JFJ
>N8QF8OU<PNa�JNP�YL),VDNO�J%LQLW�UNHP,O&P�:76J
%,U�HQ+(GU�eH7�

VDU�V0[DQ
��H.QZJV0X>HODN*aNHT¶,\WEQ8YV01<U76JHQ+HQ$PXQH%O(GOH.�W8Y\N4DPUEV
7DUNH7$PQ�,U%LHVD)QB5�FHP¶,\
UEV
HODN*aNQZJ�W8YVUHVUE-�DN
Na�JOL[LW%LQLW�HP,O7DUN���EQ�DE
%,H.9QFHP¶,\%,HODN*aNHQ+HK,\�H.QZJS©O
OL[LWFP¶J
P<\F�DE
>HODN*aNUN�D7XN���.0U8�QOL[LWHQr.:G8F&DOL[LWHQ$[DJH�NDPHQ+����V8PE-�DN
v�HODN*aN�E(KO&D*DF*DQN8Q
HVRYH3$HQ+(GOPDQEN(�E&8Q�VDE
�E�X(Q©OL[LW%LW�9NG.:PDQ&D3DVD*J
H.¶V��

5�H.�W8Y&<V\N4DPNa�JU\�H%O%,����Ë��HP�DJ�EQ�DE
%,7DUNHN,W�ePXQH%OHFM%,PQ�,UH%7��HE,VLQ&D�W8YHFMPXQU\�H%O����HP�DJ���HGL,P�,
E-�DN
>GZJF�DV
ID�NDU%LQLW�HP,O&P�:76JGE
(GOUG×W�P8Y�N0X>PDQNDU\:W\�DY�H.�W8YE8P\N4DP&DEQ�DQ
3¶DP�

�MFCU
EO¤IU0TCD
OCVCDKVC

F0H%rHODN*aN&DPDWDELWD
�NGDV
HQ+7XN&DlNVDUUEV
HODN*aNHG,P�,E-�DN
>GZJID�H.9Q\N4DPUEV
7DUNHODN*aNEQ©LFHG,P�,\NH7$%LQLW�HP,O&P�:&D)P�WD���NDU%LQLW�
HQ+.:E-�DN
>GZJF�DV
ID�H.9Q%LQLW�7DUNUEV
HODN*aNHG,P�,UNHP,O(�NJPDQ&P�:(GO*DF%�D9O76J�¸Ø�G8F(GO�NV<JVD)DU1�VX[D3L9O
�QUG×P�DV�D48HVW9QW�PqY>%LQLW�HP,O�

&DE(QbP��NGDV
HQ+7XN&DHVFN©,E-�DN
>EX.ÍOLNH%7���.8H%7�GZJ*0%,HVFN©,V0HUFUEV
HODN*aNQ8YNDU%LQLW�&DEQ�DE
EQ�0G�7H7RW�NDU�VDY�&DY(SaN
VD)DU1�VX[D3L9O��(GOPDQV0UDE
%LQLW�7DUNNa�JUG×P�DV�D48HVW76J*V
�
• HE,VLQ&DPDQ.0Q8V�X�HQ$Na�J�E*E
 "declines CF" 9QQ	\IDH.%0X%LQLW�UNHP,O&P�: cystic fibrosis�UEV
7DUNHODN*aNH/,\�
• HE,VLQ&DPDQ.0Q8V�X�HQ$Na�J�E*E
 "declines MET" 9QQ	\IDH.%0X%LQLW�UNHP,O&P�: metabolic disorders I�,76J�¸� UEV
7DUNHODN*aNH/,\�

NP�YL),%LQLW�HP,O7DUNNa�JW0EQ
M8Y*XLJN¶ZQ��QVDNOYL7�DO	\P�DV�D48HVW9QH)¡,NDU%LQLW�HP,O7DUN76J*V
�G8F(GO9Q*)LE�D\Na�JN8QHVRYH3$
H4�r�dFHP¶,\QZJV01<U78H7$V©,*0%,NDU%LQLW�HP,O7DUNº

NP�YL),%LQLW�HP,O7DUNNa�JW0EQ
M8Y*XLJN¶ZQ��QVDNOYL7�DO	\P�DV�D48HVW
305 South St., Jamaica Plan, MA 02130  (617) 983-630
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GV,RN�DG[C&PAPKIRNXKDV�78G7$(FN7CM
7IPYIMCTUKM�CUCMN�IGO,NGP+OCP*�,Z¤+"

SO�EH\D&QB

• SO�EH\D&QBV0[DQ
&DJH.EJtV
V0UDE
N8QUEV
HODN*aNS�DO
�.:PDQG8F[DJH�NDPHQ+v
HE,VLQ&DN8QUEV
HODN*aNPDQ&P�:1DP<\(GO9QHUREUDE
Na�JNDUVLN�DHQ+�H.*DFPDQ^NDVQZJGZJPXQ�HK,\*DF%�D9OYD
9QTDE
7DQ
H%OHYOD�

• SO�EH\D&QBG�7H7RW�PDQG8F&D�HODN*aNQZJPDQHVFN©,U,NUD\HGD\[¶oQ9Q&<\HT¶,\WEQZJV01<UV0[DQ
&DH�F,Q(GO&D
NW©D*DF&<\GO
7DUNG�7H7RW9QSJ�

SOYLEW©(GO*DFHN,WPDQ9Q

NDUH)¡,(WVBHQ+*DFPDQO7uSOP<\e%,U\�DJ�G8F&DNDUH)¡,(WVBG�7H7RW(GUv��7DUNUEV
HODN*aN*DF77<OO7uSO)P�WDe(E¶N[XV
%,)P�WD���O7uSO76J%,UHQ+�PDQSOYLEW©HURJ#[¶oQ(GOH)¡,>HODN*aN.<UFDE
*DUP�1Bv

• HE,VLQ&D7DUNUEV
HODN*aN77<OO7uSO(WVB(E¶N[XV%,)P�WD�7DUNUEV
HODN*aN*DF.�DQ&P�:(GU���HG,P�,E-�DN
>GZJF�DV

HY&�E1sLWUEV
7DUNHODN*aN*DFV0X>H)¡,(WVB(IPH7RW(GOH)¡,H/,JHGD\*aNlNH7V���*aNlNH7VHQr*DFV0X\N4DPe
7ZNHQDPUEV
7DUNHQrH7$H)¡,(WVBHP,O���NDUH)¡,(WVBHO,NH�ND\HQ+��E(KO&DH)¡,>HODN*aNPDQNDU9UPÈ&DPLQ[DQ�(WHQ+&D
NDU9UPÈ)P�WDHQ$H%O9Q77<OO7uSO%,NDUH)¡,(WVBHG,P�,%LQLW�HP,O*¡,P<\���HE,VLQ&DHODN*aN�9Q77<OG01ZJOt%,NDUH)¡,
(WVBFXJH�ND\HQ+�ID7DUNUEV
HODN*aN%0XPDQ&P�:*¡,P<\H7HQr�H.QZJE-�DN
HQ$Na�JV010XHU2JH%7�>9QF�DV
ODV
�E�X(Q©
HODN*aN.<U%LQLW�>F�DV
ID�H.9QVUHVUNa�JV010XHU2JHQrU<FHK,\�

• HE,VLQ&D7DUNUEV
HODN*aN9Q77<OO7uSO(WVB)P�WD��7DUNUEV
HODN*aNN
*DFHQ$PDQ&P�:76JHQr9Q(GU��¿7DKU1B
G8F&D(WVB%LQLW�HP,O7DUN%0X*DFUNHP,OH;,M&P�:HQr�HGD\VDUP8OHKWX*¡,P<\&DHG,P����HE,VLQ&D�.8H%7�%ZJ�(StN76J
�VXJH7$HO,O7uSO�QNDUH)¡,(WVB%LQLW�UNHP,O&P�:�HG,P�,H)¡,NDUYLQLF½	\HUD.�YD*DF%Q�DH%O%�D9O&P�:7DUNHQr9Q���E-~D
HQ+PDQHQ$F0H%r�.E
YL),H)¡,(WVB%LQLW�&P�:76J*V
�U<P76J(WVBV0UDE
%LQLW�I�,#HQ+(GU���Na�JNU1,&D78H7$�HE,VLQ&DHP,OH7$
H;,MID7DUNUEV
HODN*aNG8F&D%0XV8Y�VoO[¶oQ�HODN*aN.<U%,H�.r&DP<\HY&�E1sLWUEV
N8QHODN*aN>9QTDE
UK	V�

GV,Z��0*CE�UCX�&CXTM%VgOCPD(P`OU�,*0%,MCTUKM�CUCMN�IGO,NGP+GP$7,1C"

V8PHPW©D*DQY.ÍEQ�DE
H7$H7RW(GOPDQF01JH&,JID�d%WiPDQE(QbPV0UDE
PDWDELWD(GOPDQE01JFJ
GZJ*0%,NDUVLN�DVDN
O�JHP,O76J��º
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%WiPDQE(QbPV0UDE
PDWDELWD
(GOPDQE01JFJ
GZJ*0%,NDUVLN�DVDNO�J76J��

NDUVLN�DVDNO�J�7,¸v�NDU%LQLW�HP,O7DUN�HG,P�,UN
&P�:(GO7DN
7JH7$QLJE-~D�cystic fibrosis (CF)v

GV,*�,G7$�cystic fibrosis�"
cystic fibrosis &D&P�:W%8&P<\(GOH�F,QHN,WH/,JF0H%rHN�J#���YD
*DFHN,WHQ$PQXV��.E
VDVQB���HN�J(GOPDQ cystic fibrosis
HN,WPNPDQ&P�:HQ+(WP©J�E�X(Q©�YD%0XEH-»MV-wD>H;,M3¶DP#H7�YD
H�F,QH;,MHQ$H%OEQ�DE
%,H%OUDE
*D7LW���UDE
([eN
UK8WGO
UDE
Ta6
N
PDQ���&P�:HQ+*DFH)¡,>F0Q<Q&DWL*0ELONa�JUDJND\PDQ[XV(E¶N%,
)P�WD�&D%LHVV.:HQ$Na�JV<WQLJO0(%J���F0H%rPQXV�[¶+�H.H;,M
PDQV-wDHUD.HQ$Na�JV<W�lF0H%rPQXV�[¶+H7RW�PDQHQ$Na�J�EGDE

U0OD\*DKDU���HQ$Na�JV<W�&P�:HQ+H)¡,>V�+[�O
HK,\PDQ&DE
HP
HUD.H�F,QSJ���ONc1�HQ+*DFE1©DO>PQXV�)¶DN
[¶oQ4:&D7P�Q
�
[8FV<W�QLJ*DFE1©DO>V¶DE
9QHGD\VDUV<W(OJH)¡,FOQD9Q�
HQ$�Na�JO0(%J�H%OE0%J
V�+�YDH)¡,>.�DQ&DWL*J
VLXP�(enzymes)
V0UDE
U0OD\*DKDUHQ$Na�JH%rHYRQ�(GO&DNW©DP<\E1©DO>PDQ
&P�:[¡+&,Y&DWL���YL),%�D9O&P�:HQ+.:HGD\E-»qO&DWL*J
VLXP3¶DP#
HK,\H�E,^VI*J
7,E�,H\D7LNQLJNDU(IUN�D&P�:>9QGLWGO
�
PH)�D9\HQ+*DF&<\>UDJND\UEV
*aN&P�:>PDQNDUO8WODV

9Q\8U*(J¡JH7$*QD.WSJ�

GV,U01CI*C�MM
TDU
M8PZ��0(FN*CEOCPD-|C cystic fibrosis
GP+D�W1zC(FT"
Na�JUG×P�DV�D48HVW�PDQ7DUN�¸�QDN
�Na�JF0H1r7DUNF0Q<Q���ØØØ
QDN
(GO*DFPDQE-~D cystic fibrosis HQ+9Q�

GV,MCTUCMN�IGO,NGP+GF,O�,UKM�C*0%,*�,"
NDUVLN�DHQ+QZJS»J
*DUP�1BH7$HO,NDUEHJ�,W>PDQ&DYL),H)¡,(WVB%LQLW�
G
�EHV,UP<\�V0UDE
%LQLW�HP,OE-~D cystic fibrosis HQ+>9QTDE

7DQ
H%O���H.%0X�W8YNDU\N4DP%,7DUNE(QbPH7RWH/,\���YL),H)¡,
(WVB�HQ+PDQO0Q6G8F&DYL),H)¡,(WVBHQ$UG×YLVV��QVXQ(GOH.N0%XJFDE

HS©,P(GU���HE,VLQ&DH.�W8Y%LQLW�HP,O7DUNUEV
HODN*aN�H.QZJ\N
4DPUEV
7DUNH7$H)¡,(WVBUNHP,O&DWL�E87,Q(GOHFM%,O0(%J�HK$
ID�IRT���HE,VLQ&D(WVBHQ+EJ~DM>GZJIDN0ULW�IRT�UEV
7DUN
HODN*aN[}V
&DJN0ULW)P�WD�H.QZJH)¡,(WVB4DPUNHP,O�DNA�(GO
7DN
7JH7$QZJE-~D�cystic fibrosis ���HE,VLQ&DH.UNH;,MPDQ
DNA�HQ+�HQ$Na�J4DP�NP�YL),%LQLW�HP,O7DUNQZJS©O
%WiPDQ*0%,O7u
SOHQ+H7$>HY&�E1sLW7DUNUEV
HODN*aN���EQ�DE
PN�HY&�E1sLW
HQrQZJ7DN
7J&DP<\HODN*aN�HG,P�,1DW
H%OHYOD>HODN*aN
\N7DUNH7$&<E&DP<\*aNlNH7V[DJ%�D9OE-~D�cystic fibrosis
HQ+���*aNlNH7VHQ+QZJH)¡,(WVBP<\H7RW�HG,P�,>GZJF�DV
ID7DUN
UEV
HODN*aN�9NG&DPDQE-~D�cystic fibrosis�(PQ�

GV,XK),G)�,(VUAGP$TF¾O�CU�C48GUVOCPN0P6F8E._CPKIXK),G)�,(VUAGP$TF¾
XKUU~�PUWPGD+DKV(FTcG7"
H7�H\,JPDQ%WiPDQ(GO�.Z+VbDQ�cystic fibrosis Foundation
9Q�E(P�EP8O%,Na�JVKUG×76JP8OQLJ%,UG×P�DV�D48HVW���P��DJ
H7RW�H\,JGZJIDNDUH)¡,(WVBWDPO0Q6UG×YLVV��QVXQ*DFH)¡,>H\,J
9W
F0Q<Q7DUN(GOPDQE-~D�cystic fibrosis HN,WNa�JUG×P�DV�D48
HVWHQ+H�F,Q&DPLQ[DQ���.0HUDJ(WVBUEV
UG×P�DV�D48HVW*DF
WDPGDQUN DNA 9QH�F,Q���F0(1Nl(WVBUEV
UG×YLVV��QVXQYLM
.:*QXYW©9Q(WHQ$Na�JUG×HQrE�XH1|r���UG×P�DV�D48HVW�W8YNDUH�E,
(WVB(GO�VEH7$WDP�E&D%OUG×PDQ%8&VDVQBF0UX+�

GV,G.�V8XG)�,(VUA7CTM(FNE8NT<OM_�IMCTUKM�CGP+GF,O�,TMGO,N�DNA

7CM
7IPYID-|D�cystic fibrosis c"
H7�H\,JVJ{ZPIDPDQ7DUNP<\QDN
Na�JF0H1DP7DUN�GE
QDN
(GO
�W8YH)¡,(WVBUN�DNA�7DN
7JQZJE-~D�cystic fibrosis �

GV,7CTM76I*U
(FNE8NT<OM_�IMCTUKM�C�V8XG7$&<D&CO<[*_MjMG7U
ZCID-|C�cystic fibrosis c"
H7�HE,VLQ&D7DUNUEV
HODN*aNF8OU<PNa�JNDUVLN�DHQ+�V01DJUEV

7DUNHODN*aN(GOH.�W8YE-�qQH7$*aNlNH7V.:PDQ�E(KO&D�Ø���
e���Na�J�¸�ØØØ�

GD,UKP&CG.D-�oP7CTMTDU
Z��0G7$>&<D&CO<[*_MjMG7UZCID-|C
cystic fibrosis GV,GP+9PP	[HC7CTMTDU
Z��0OCPD-�cystic
fibrosis�GP+c"
YD%0X(PQ%LW76J*V
H7���F0H%rF0Q<Q7DUN%,���H7$�®QDN
�(GOPDQ
O7uSO(WVBE-�DN
>H.GZJID�W8YE-�qQH7$*aNlNH7V[DJ�cystic
fibrosis HQr�.:PDQP<\QDN
(GOPDQE-~D�cystic fibrosis HQ+
%LW�9NG�

GD,UKP&C7CTMTDU
Z��0GP$M_�IE0G1CO7CTM(FN�V8XG.D-�oPG7$&<D&C
O<[*_MjMG7UZCI�cystic fibrosis�GV,Z��0�V8XG7$&<D*_MjMG7U
GPpGP$j1C"
HY&�E1sLW7DUNUEV
HODN*aNQZJ&<\�9E
>GZJ*0%,N(Q¶JHQr���*aN
lNH7V[DJ cystic fibrosis PDQH)¡,NDUHQ$Na�JP&¼P1sO cystic
fibrosis��90N(Q¶JNa�JUG×P�DV�D48HVW���P&¼P1sO76JHQ+PDQ
V-wDE	�WE-�DN
HFM%,�.Z+VbDQ�cystic fibrosis Na�JNDUS©O
YL),%�D
9OUDE
%,NDUYLQLF½	\HUD.��NDU%�D9O&P�:QLJWDPGDQ&P�:SJ��P&¼P
1sO cystic fibrosis�76J���PDQ7,W6JHQ$�.E
N(Q¶JNa�JUG×P�DV�D
48HVWv��E,HQ$7,�NXJEXV©�Q��P<\HQ$7,�NXJYV�V�	UQLJP<\H7RWHQ$7,
�NXJ�V},JK¡,O���NP�YL),%LQLW�7DUN�EF6W0EQ
MqY*,JN¶LQ9QH)¡,NDU&D
P<\P&¼P1sO76JHQr�HG,P�,>�.<VDU(GO�W8YNDU%�D9O&P�:HQ+
9QGZJ76J*V
.aD�

GJVW*�,9P&CE6U<T>Z��0U0GTEUKP"�(�MIGNCGX&�D1qKVTDU
M8PZ��09P
FYIGJ,[c"
H.PDQ&0HQ2\�DJP6ID�NP�YL),HQ+PDQQZJ�EVL7u3D%��O7uSO(WVB
�WZP�W8YF�DV
ODV
��HK,\PDQ�EH\D&QB��SO�EH\D&QB�QYL),%�D
9OPDQH�F,QHO,VOXE&DJ&P�:����E�X(Q©�PXQQZJFDW
7XNIDYL),%LQLW�
UNE-~D�cystic fibrosis�HQ+&DYL),)P�WD�(routine) 9Q��NXP*aN
�EZN�DFJ
GZJID�HW,NP�YL),HQ+PDQ�EVL7u3D%\�DJG8FHP©F[¶+Na�JUG×
P�DV�D48HVW���Na�J]DQ�&DPDWELWD�H.�W8Y(WV<UHODN*aNVLQID
HW,HODN*aNFJ
F8OU<PNa�J�dNDUVLN�DVDNO�J�HP,Oº�HQ+e%0XFJ
�
H\,JVJ{ZPID�PDWDELWD3D.H�F,QFJ
>N8QF8OU<PH)¡,(WVG
�EHV,U
HQ+�(WH\,JN
\O
F�DV
(GUID�PDQPDWDELWD[¶+H7RW%0XPDQE01J
FJ
F8OU<PNa�JNDUVLN�DHQ+�HGD\VDUP8OHKWXS�DO
UEV
.DW
���G8HFa+
HK,\9Q&DH\,J7XNVL7uLHQ+>HODN*aNV0HUF&D&DJ>HY&�E1sLWe
*aN(IUN�DVX[3D%V0HUF>�
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NDUVLN�DVDNO�J�7,��v�NDU%LQLW�HP,O7DUN�HG,P�,UN
&P�:(GO7DN
7JH7$QLJE-~D�metabolic 76J�¸��H7RW

GV,*CE�9D
Z��09PG7HC�MCT%KPKV�GP+OCP*�,Z¤+"
E-~DHQ+PDQU<P76JONc1�&DH�F,Q(GO&DNW©DE1©DO>&DWL.,P,Na�J
UDJND\PDQN0ULW%0XHV�,.aD���E-~DHQ+*DFH)¡,>NtoW��UDJND\PDQ&DWL
*0ELOQLJ7ZN%0XHV�,.aD��UDJND\%0XO8WODV
�eUK8WGO
VQ¶E
9W
V�DUW,
QLJV¶DE
N
PDQ���ONc1�[¶+*DF&DV+HV�,\9QWDPYL),%�D9O(GO
PDQHQ$Na�JH%OEF»�E�QaHQ+&DJONc1�[¶+H7RW���O7uSO�QNDU%�D
9O*DFPDQ�EVL7u3D%Ot�e%X0V8YOt�HK,\*D�V	\H7$WDPONc1�
&P�:HQ$PXQH%O(GOH.FDE
HS©,P%�D9O�

ONc1��Q&P�:[¶+.:*D�V	\H7$WDPNDUS¶DV
E©qU&DWL[¶DM
�(fatty acide)
UEV
7DUN(GOH�E,V0UDE
EH-»MIDP%O���H4�rUEV
*DVLXW&DWL
[¶DM
.:FDE
HS©,P%,*N�U(GOV0.DO
*0%,70K0UEV
*DVLXW&DWL[¶DM
HQ$
Na�J&DWL.,P,(GO%0X�E�NWLHQr���¿7DKU1B�S (short [¶,), L e�LCH

(long, (YJ), VL (very long, (YJ(PQ(7Q)��e�M (medium
N1©DO)���N0ULW�Q�EH37[¶,QLJ(YJ��UDE
&DP<\.aD��.:PDQ(WP<\QDN

H7�Na�JF0H1DP7DUNF0Q<Q���ØØØ�QDN
�HK,\H.%0XV8YGZJ*0%,�EH37
HQ+G8F(GOH.GZJ*0%,*DVLXW&DWL[¶DM
��EH37N1©DO��(MCAD)

H/,\���Na�JH%OEF»�E�QaHQ+H.9QE-»qO� MCAD�H7$Na��JNDU%LQLW�
&D)P�WD(GOH.W�P8Y(GU���E�X(Q©�H.PDQ3V©�WDJ[¶+#(GOE-�DN
>
GZJID�ONc1�76JE�XQ�DQHQ+*DFPDQN0ULW�.DQ
HE,�HGD\VDUNDUH�E,
F01,*DKDU[¶+G8F(GOH.H�E,&DP<\ MCAD (GU�

&DWL�E87,QNa��JUDJND\.:HN,WH/,JHGD\VDUNDU�E&0XS©�0�Q&DWL*DVLXW
*DP,18�(amino acids)����&DWL*DVLXW*DP,18[¶+PDQNDU7DN
7JH7$
QZJ&P�:(GOPDQHUREUDE
HQ$Na�JNDU%LQLW�HQ+(GU���¿7DKU1B�HQ$Na�J
&P�:�EH37�Tyrosinemia I�e�tyrosinemia II�.:PDQNDU�E&0XS©�0�Q
&DWL*DVLXW*DP,18�H4�r tyrosine ���ONc1��Q&P�:HQ+�.:�7DN
7J
QZJNDUH)¡,>HI¶,P.6J4E
HG,U��Na�J�EH37 I ��eH)¡,>[8F(3aN��(V�N�
eNDUO8WODV
&D78H7$��Na�J�EH37�II�����YL),%�D9O*DFPDQ%,NDU
W�P8Y>EULH3D.*DKDU%LHVV��Na�J�EH37 I e�II ��H7$NDUS¶DV
E©qUHI¶,P
�Na�J�EH37 I ����&P�:(GO7DN
7JH7$QZJ&DWL*DVLXW*DP,18G�7H7RW
G8F&D�&P�:�argininemia, argininosuccinic aciduria,
citrullinemia QLJ&P�: "HHH"�PDQ7DN
7JH7$QZJ&DWL%XO*DP8
Q,M�D�(ammonia)�HQ$Na�J4DP���ONc1�HQ+*DFE1©DO*aN&P�:
VQ¶E
9W
V�DUW,eV¶DE
9Q���lYL),%�D9O.:�W8Y*QXYW©H/,JHGD\NDU
H�E,*DKDUQLJ^VI%LHV�

&P�:[¶+H7RW*DFE1©DOPN%,NDU�E&0XS©�0&DWL*DVLXWNa�J[¶oQ(GO&DHKWX
H)¡,>%XO���¿7DKU1B�propionic acidemia, e methylmalonic
acidemia, isovaleric acidemia QLJ�glutaric acidemias �E
H37 I QLJ�II ���NDUNtoW(GOH)¡,>*V
&DWL7ZNQLJ&DWL*0ELONa�J[¶oQ
HE,VLQ&D%0XTDE
%�D9OH7�*DFE1©DO>*aN&P�:G<OVQ¶E
QLJV¶DE

9W
EJ
&LYLW9Q���H.*DFH;,MV-wDUEV
&P�:76J*V
HQ+Na�JU\�
H%O%,UeE,�I�EQ�DE
%,7DUNHN,WPN�eHE,PLQG8HFarH7�.:Na�JU\�H%O
UDE
([EQ�DE
PNH7RW���YL),%�D9O.:H�F,Q*QXYW©H/,JHGD\H�E,*DKDU
QLJ^VI%LHVV�

GV,U01CI*C�MM
TDU
M8PZ��0M_�IMCTGM,V&O�:1CO<[M_�IE0G1CO&O�:76I
¦��GP+�OCPD�W1zC(FT"
H\,J%0X9QGZJ%LW�9NGH7ID�HW,HQ$Na�JUG×P�DV�D48HVWHQ+PDQHN�J
EX�Q�DQQDN
(GOHN,W&P�:76J�¸��HQ+���E�X(Q©�HGD\VDUNDUH)¡,(WVBHQ+
H\,JQLJ*DF9�Q
V�DQ9QID�PDQHN�J%,F0Q<Q���H7$�®�QDN
�Na�JUG×P�D
V�D48HVWHN,W&P�:HQ+�Na�JP<\Ta6#�

GV,MO�XK),UCMN�IGP+GF,O�,UKM�CTMGO,N*�,"
.0HUDJNDU1BHQ+.:�HG,P�,>GZJ*0%,&P�:(GOPDQHN,WHQ$HO,7DUN�(GO
H.%0X7DQ
9QE-»qOH7$Na�JNDU%LQLW�HP,O7DUN&D)P�WD�HGD\H�E,
VPÈDU��YL7�DVD�V©70HQ,E��HK$ID�tandem mass spectrometry��
NDUVLN�DHQ+QZJE-�DN
>H\,JGZJID�HW,&P�:HQ+PDQHN,WMZNMDE

E�X1|DH7$HO,�E&D&QNa�JUG×P�DV�D48HVW�HK,\ID�HW,VPÈDU�YL7�D
VD�V©HQ+*DFPDQ�EH\D&QB(GUeH7���H.%0XPDQ\N4DP%,7DUN
UEV
HODN*aN(IPH7RWH/,\���H.QZJYDV
HP,ON0ULW&DWL.,P,%,)P�&DWL
%,U\�DJ.:�&DWL*DVLXW*DP,18�QLJ acyl camitines (GOPDQHQ$Na�J
4DP7DUNUEV
HODN*aN���HE,VLQ&DVDU)DWX76JHQ+PDQN0ULW[XV
(E¶N%,)P�WD�NP�YL),%LQLW�HP,O7DUNQZJS©O
O7uSOHQ+H7$HY&�E1sLW
UEV
7DUNHODN*aN���EQ�DE
PN�HY&�E1sLWHQrQZJ7DN
7J&DP<\
HODN*aNHG,P�,>\NN8QH7$&<E*aNlNH7V[DJ&P�:HPWDE8OLN
�metabolic�����*aNlNH7VHQrQZJH)¡,(WVBHP,O(IPH7RWHG,P�,>
GZJ&DN
F�DV
ID�HW,7DUNUEV
HODN*aNPDQHN,W&P�:1DP<\Na�J
F0H1DP&P�:76JHQr�

GD,UKP&CM8PTDU
Z��0&C7CTMO_CM
M_�IE0G1CO7CTMF�7G7QV(FN�V8XG7$
&<D&CO<[*_MjMG7UZCI&O�:GOVCD8NKM�GV,Z��0�V8X7$&<D.CV
GP$7,
M(P¤I1C(FT"
HY&�E1sLWUEV
N8QHODN*aN*DF&<\HODN*aN9Q���NP�YL),%LQLW�
HP,O7DUN�EF6W0EQ
MqY*XLJN¶LQ9QH)¡,NDU&DP<\E1©DM*aNlNH7V
76JHQ+���H.76J*V
QZJH)¡,NDUU<P.aDHG,P�,�VJ
\N%WiPDQQLJYL),I�,#
76J*V
(GOPDQV0UDE
%�D9O7DUN(GOH.UNH;,MWDPU\�NDU
VLN�DVDNO�JHQ+���HE,VLQ&DO7uSO�QNDU%LQLW�7DUNUEV
HODN
*aNE-�DN
>GZJID7DUNHQ+�W8YNDU*aNlNH7V�NP�YL),%LQLW�7DUNHQ+
QZJH)¡,\�DJ1DS©O
G01ZJH7$>HY&�E1sLWUEV
7DUNHODN*aNGZJ
*0%,YL),%�D9OHS�J#�

GJVW*�,9P&CE6U<T>Z��0U0GTEUKP"�(�MIGNCGX&�D1qKVTDU
M8PZ��09P
FYIGJ,[c"
H.PDQ&0HQ2\�DJP6ID�NP�YL),HQ+*DFPDQ�EVL7u3D%��O7uSO(WVB
�WZP�W8YF�DV
ODV
��HK,\PDQ�EH\D&QB��SO�EH\D&QB�QYL),%�D
9OPDQH�F,QHO,VOXE&DJ&P�:����E�X(Q©�PXQQZJH.V0HUFFLW©W�P8Y>
H)¡,NDU%LQLW�HP,O7DUNE(QbPH7RW��NXP*aN�EZN�D�QNP�YL),%LQLW�HP,O
7DUNNa�JUG×P�DV�D48HVWPDQE01JFJ
GZJ*0%,FP�O
76JE�XQ�DQ[DJ
H�NDPHQ+VLQv
• HW,Na�JUG×P�DV�D48HVWPDQ7DUNE�XQ�DQQDN
(GOHN,W&P�:HQ+"
• HW,PDQ7DUNE�XQ�DQQDN
(GO*DF77<ONDU%�D9O9Q�HE,VLQ&D

NP�YL),%LQLW�7DUNHQ+UNH;,M�
• HW,(WVB�QNDU%LQLW�HQ+PDQO7uSOF�DV
ODV
Ot�HGD\EJ~DM

>GZJ(W7DUN(GOPDQHN,W&P�:HQ+E�XH1|r�HK,\%0XPDQEJ~DM
7DUN(GO%0XPDQ&P�:HQ+H/,\�

Na�J]DQ�&DPDWELWD�H.�W8YV<UHODN*aNVLQIDHW,HODN*aNFJ
F8OU<P
Na�J�dNDUVLN�DVDNO�JHP,Oº�HQ+e%0XFJ
���H\,JVJ{ZPID�PDWD
ELWD3D.H�F,QFJ
>N8QF8OU<PH)¡,(WVG
�EHV,UHQ+�(WH\,JN
\O

F�DV
(GUID�PDQPDWDELWD[¶+H7RW%0XPDQE01JFJ
F8OU<PNa�JNDUVLN�D
HQ+�HGD\VDUP8OHKWXS�DO
UEV
.DW
���G8HFa+HK,\9Q&DH\,J7XN
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