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cJrlj-rt , .iii.r Amino Acids and Urea Cvcle Disorders rlrl r

Phe PKU Phenylketonuria \

Phe H-PHE Hypemhenylalaninemia I

Phe BIOPT (8,S) Disorders sf B ispterin'Bjosyntleqis r

Phe BIOPT (Ree) Disorders of Biopterin Regeneration

Suac. Tyr TYR-I Tyrosinemia type I o

t Tvr' TYR_II T,yroiirremia ilpe'II
Tyr TYR.III Tyrosinemia type trII

Tyr TYR (trans) Transient Tyrosinemia

Glv NKHG Nonketotic Hyperglycinemia 1

Leu,Ile, Val MStilD Maple Syrup Urine Disease \

Arg ARG Areininemia
,l'l

Cit. Asa ASA Arsininosuccinic Acidemia

cit CIT-I Citrullinemia type I \Y

CiT CIT-II Citrullinemiatype [l \{

Met MET Hvnermethioninemia lo

Met HCY Homocy,ctinuria \1

Cit. Ars (low) CPS Carbamvlphosphate Svnthasp- Defi clency

Cit, Areflow) OTC o"rttht* Transcarb;dniytale befiilEh \A

Met (low) MTHFR. Methvlentetrahvdro.folate ReduCtase Defi eiency 11

Met (low) cbt-E. cbl-G Functional Methionine Synthase Defi ciency Y.

0rn HHH
Hyperammonemi4 Hyperornithinemi a,

Homocitrulinemia YI

Orn HOGA Hyperornithineinia with Gyrate Atrophy Y\

cit PC Pyruvate Carboxylase Defi ciencY IT

4l-d iJ. uiii'
Fatty Acid Oxidation and Organic

Acid Disorders .+.t-t

C. 0ow) CUD Carnitine uptake defect \

C\ 1,Ct A (low), C. CPT-I
Carnitine Palmitoyl Trinsferase

Deficiency Type I - \



\ 1 Cl A-c\ A;1.Q\ A;Y CPT-II
Carnitine Palmitoyl Transferase 

I

Deficiencv Tvpe ll I '
Carnitine:ecylcarnitine Translocase 

I

l)eficiencv , I i
cr 1,c\ A,Ql A:\,c.\ A:Y CACT

St,ort Chain AcYl-CoA I

Frehvdrosenase Deficiency I o

ct SCAD
Sh"'tiMiltrrrc$th H1drgx/ Acvl- [ r

/-nA l-la:hvdrosenase Deficiency | '
CTOH, C1OH SCHAD

I
QI,QACI .,C1.:l MCAD

MgOIUIII Ullalrll ^vJr-vur 
!

Dehydro genqqe Pe:[ 
g ig!!)r

MCKAT
Medium Chain Ketoacyl-UoA

l.)ehvdrosenase Defi ciencyc^
1

-CrrOIlCrr:rOH,ClAOH,CIA:\

OH LCHAD
Long Uhaln nyoroxy ^syr-\'\'^

Dehydro gen aqe- 9gg9!9J-

VLCAD
Very I-ong Chain AcYl-CoA
tlehvdrosenase Defi ciencycl{,c\t;1,f,\t;\

\1
c\ .:\ DE-RED

l, t -ljlgnoyl-\/lJr\ l\!uuwr,@v

DeficiencY5
1-ri ff rnr..ri onal . Protein Defi oiqncy IY@OH,C1A;r

OH TFP .tr

\f
ar MMA MethYlmalonic Acidqmtas

PA o;^^innir:Atidemia
cr \o

CYDC MAL Malonic'Aciduna

ci
I Isobutyryl-uoA ljenyoruBsrl'lr'

IBCD I : oe

co IVA Iqovleric Aciderrua

co \MBCD
Y -Methyl bufyryl-uo;r lrclly uI uBqrraDv

DeficiencY

\1
COOH

COOH

COOH

rMCC
r-Methy.lcrotonyl-Lorr LaI uu^J rou

Deficie491___--__. 

-- Y.
rMGA

-Methyl guBcony l-L'u'r I rJ ur 4L4ev

DeficiencY

Y\
HMGL

r-Hydroxy- ! -vleuIYrBut4r J
I vase l)eficiencY

t -Irrerhvl - Y -H vdroxvbutwic Aciduria Y\
COOH

YMTHB

A

\r
.COOH MCD

Multlple uoA \,ilruu^J
'DeficiencY

YI,

CODC CA.I Glirfnric Acidemta 'l YPe.I
\o

CODC GA-II Gl r rtiric Aciddrnia :[ YPe' I l'
i n^l^.'lonnan

Y1

. Ct-C\A saturated,qrlsi4]Iate!- MADD
vlulllPlc .luyl-vu^ f/vru

: Deficiency_
tv

CL C.O EE Ethv lm al on t c trnceprtgt t-r-91111-

c2

co'r,cooH

FIGLU E^*iminnolr rfamic Acdemia

B-ketothiolase Deficiency Yq
BKT



oil*, oi .J"tA t- Ognsttel*iti .slt*or #h *--r.l

MLL.AF f Nested RT-PCR t(t;t t; ALL(Qual itative Panel) I

TEL/AML\ Nested RT-PCR t(\ Y;t t)

EIA/PBX Nested RT-PCR t(\;t t)

BCR/ABL.
P\ t.

Nested RT-PCR t(l;rr)

AMLl/ETO Nested RT-PCR t(r;r t ) AMl(qu4litative Panel) Y

PML/RARA Nested RT-PCR t(l o'r v)

CBFb/MYH\ 1 Nested RT-PCR t(11'\ l),lnv('11)

AMLl/ETO Real time PCR t1,l;tt; AMl(quantitative Panel) r

PMLiRARA Realtime PCR t(l o;t v;

CBFb/MYH\'\ Real time PCR t(11;\ l),lnv(\ 1)

BCRiABL-
p1 1r

Nested RT-PCR t(1;Y\)-Pl 1' CMl(Qualitativq Panel) 1

BCR/ABL-
Ptt.

Nested RT-PCR t(1;Y Y)-Pr \

BCR/ABL-
PYT.

Nested RT-PCR t(1;Y Y)-PYr '

Real time PCR t1l ; 
t r )-P 'l 1 ' CML(Qu antitative Panel) o

Real time PCR t(1;Y Y)-PY 1'
frl o1 CML Imatinib Resistancy 1

BCR/ABL mutation analysis
FLTr-ITD Mutatiom Leukemia.Prognostic

Factor

V

FLTr-TKD Mutation

NPM\ Mutatin



CEBPA Mutatin

IDHI mutation

IDHY mutation

WTI mutation

JakY V1) YF Mutation Myeloproliferative
Disorders (MPD)

JakY exne \I Mutatin
ETV1.
PDGFRB

ETVI-PDGFRB Nested RT-
PCRtlo;l r;

Chronic Myeloid
Mal i gnanci es Associated
With Hypereosinophilia

1

FIP lLI.
PDGFRA

FIP 1 L \ -PDGFRA Nested RT-
PCR del(tqt t)

EGFRI OPY-

FGFRI
PCR-RFLP Factor tl (Fr)
QY,I l:.{ Mutation

Trombophilia Factor \.

PCR-RFLP MTHFR(C1vYT)

PCR-RFLP Factor V
Leiden(Gr 1\ 1A)

i
i
1

*S/j9ry.r 9,ss+j crt*1L;T c"**t

!rJ-DJ

@itiophy x-tint.a (eiuD FHLI GNE) I

E*ery0tetfuts Muscular Dys.ophy AD/ AR (LWA GND Y

@phy(FMRtGENE) r

Fragile X (FXN GENE)
(

Friedreich Ataxia' (FRDA) (FXMENE) o

tto toproJencephal y (HPE) S HH d efi ci"lgl-Gll Sry E)

Huntington Disease (HTT G|-NE)

Rett Syndrome (MECP\ GENE)



Myoclonic Epilepsy Associated with Ragged Red Fibers (mtDNA GENQ

MERRF
.l

Early-Onset Familial Alzheimer Disease (PSEN'I,PSENY,APP GENE) l\

Krabbe Disease (GALC GENE) \Y

Lesch-Nyhan Syndrome (HPRTI GENE) \r
,,fciO spiri"gomyelinase (ASM) deficiency Niemann-Pick disease type A and B

(SMPDr GENE) It
Acute intermittent porphyria (HMBS GENE) lo

Adenosine Deaminase-Defi cient Severe Combined Immunodeficiency Disease

(scrD) ( (ADA GENE) \1

Alkaptonuria (HGD GENE)

Alpha- 1 -Antitrypsin Deficiency (SERPfNA l p.Glurt YLys) \A

Argininosuccinic Aciduria (ASL GENE) 't t
Arylsulfatase A Defi ciency : Synonyms : Metachromatic Leukodystrophy,
ARSA Deficiency (ARSA GENE Y.

Biotinidase Deficiency (BTD GENE) II

Canavan Disease: Aspartoacylase Deficiency (ASPA GENE) YY

pam!.tine Pplm itoyltr.ansferase I A Defr ci ency (CPT I A) YT

Ca-rnitine Falrnitoyltransferase II Defi ciency (CPT t GEND Ii

Citrutlinemia Type I: Synonyms; Argininotuc"ilat" Syrthe(as". D" ro

Cystinosis (CTNS GENE) Y1

Epimer4se Deficiency Galactosemia. (GALE GENE)

labry Disease (GLA GENE) tA

,free sialic acid rnetabolism - Salla disease (SLCI vAo GENE) Yq

Fumarate Hydratase Deficiency Fumaric Aciduria (FH GENE) r.
cMi Gangliosidosis, Mucopolysaccharidosis Type IIE]q!P \ GE]!q rl
Ga-lactosemia (GALT GENE) rY

Gauc-her Disease (GBA GENE) rr
Glycogen Storage Disease Type II (Pompe Disease)lGAA GENE) rt
Tay-Sachs Disease Hexosaminidase A deficiency (HEXA GENQ fo
T 

tornocfstinuria Caused by Cystathionine Beta-Synthase Deficiency (CBS

GENE) r1

-

Mapie Syrup Disease (BCKDHA,BCKDHB, DBT CENE)
rV

Mucolipidosis [I, I cell disease (qryI4P !EIE) rA

Mucolipidosis III Alpha/Beta (GNPTG GENE) r1

Mucolipidosis III Gamma t.
Mucopolysaccharidos s Type I Hurler Syndrome (IDUA GEND t\
Mucopolysaccharidos s Type II Hunter Syndrome, (lDS CENE) iY

lrtucopotytaccharidosis Type IVA Morquio Syndrome Type A (GALNS

GENE) tr



s;iih-Lenlli Svndrome OHCRV GENE) tt

Tviosinemia Type \ (FAH GENE)- _---_--------- , | \ -

/r]] rril;;;.o'hamvl a qe defi ciencv (OTC GENE)

Lo

t1

Hy-perargin inem ia (ARG t _GP-llE)
I\donlrac f)iceeqe /ATPVA GF.NE))

TV

tA

lrI;l ni TATPVR (}F'Ntr,) tl

F{yperoxaluria (AGXT GENE)__ 
- -

praoor (-qnoer IRP(-Al I GF'.NF,S)

Or

o\

Ril;; i-";ndrome (BI-M GENE)
oY

Heregitary Diffuse Gastric Cangg-(9PHt GENE)

Li-Fryumeni Syndrome (TPor GENE)
R etinnhlastoma (RB \ GENE)

of
ot
oo

Flp@e eeivel __

il"'tJinneLlindart ruHl-'l disease ryHL GENE)

o1

oV

il^'o,{;to.+r, hernoc.hrnmafosis (HFE GENE) oA

Farniiial Hyperctrotesterotemia GDLR GENE') 
-- -- 

'

ilrnttlrt Ltp"p,pt"t" Lipase D"fi.Iln.y (LPL GNE)
QI GENE)

Xlirked hearing loss DFNXI (PRPSt GEND
.KCNEE GENE)

ol

1l
1l
1r

tp hearins loss (GJBY. GJB1 GENE ) 1f,

CAFI (CYP\ I AY GENE)

cAH (CYPI vA\ GENE)

XX,Male Syndrome. (SRY GENE)
"r;.+littt"/Ep-i.irrti^. Androsen insensitivitv(AR GENE)

1o

Adrenpleukodystrophy (ABCD t GENE)

Retinoblastsma(RB\ GENE) . - --i;f ;-t ^"J ;t, "', ^i.ri..,...r rnnath v f LHON) (mtDNA GENE)

11

vl

Cyqtic.fibrosis (CFTR G-ENE)._- -- -- -r^-:r;^t I\rforlifarronean fever /FMF) (MEFV GENE) VT

@?,*r]==, =77i^;^^ o.,-rlrnmc /trp(-C1 trRCCA GFNES)

vi
Vo

'1-^-+^-ll
"a^r{ rHRAS GF'-NF,\

i pnpArrF) trmdrnme IPTPNI I GENE)

Wiskon-A ldrich Syndrome
A-tannarrnoi" faT aNY GtrNtr\ V1

'.4 
^L;-,1 1T.wne \R TSLCIlAY GENE)

a ^h^-,|'^^lcciq (F'GFR f GENE) Al
+- *oli^ tr)r,inlociq ISOXX GtrNF.') AI

I\l
"_r----- - / r \
enlre cvndrome (FGFRI GENE) Ar

At

{



Epi.derrnolysis.Bullosa Simplex (KRTo, KRTI t GENE)

06iffiffiAGAt6inism (rYR GEND

ffiY(DazGENE)
MLPA .it \ ,r^s:s sf ito 61ta;ol; .7l' ;l :* e gb O"* #i *-'

mIJ; i. rej:e"$.'slo 6;Q-ou lu jl orj Li- lsta ir'" $#i ig'r,

subtelomeric rearrangment All

pr1 deletion sYndrome'l
p11 microdeletionY
qYr microdeletion / MBDo\
qf,r microdeletion / SATBI r

gr 1 microdeletionr
gI.Y,T m.icrodeletion 1

qY t deletion syndrome\ o

qr 1 microdeletionl Y

;erMLPA \ dilc.tf ij> pera*' *-rr'

pis6l \Yq\ \ region
EGeorgq rb$ion Y, I 'Pl o

Langer'Giedion sYndrome, Aq

Miller-Dieker sYndrome, I vP

NF 1 microdeletion sYndrome

Frader-Willi / Angelman
MECPY / Xq\,t duplication

Rublnstein'TaYbi sYndrome

Smith.Magenis sYndrome

Sotos syndrome oqro'r
Williams sYndrome
Wolf-Hirscfufuem' { 

P 
lt 1'r

yofonlc'DystrophJ ]yPe r 

-Myotoqic Dy*troEI rygg_I

aa tr{rscutstAtroPhY (SMNI GENE)

ffi"hedtard Becker muscular dYst y (DMD GENE)

Gi6nuria (PAH GENE)

llemophilia A (F^ GENE)

Eemophilia B (F1 GENE)

Beta matlas"*iu 14EE !ENE)
Thallasemia

iron Wi[ebra"d Disease (VWF GENE)



Thromboohilic panel (MTHFR" FV leiden, FII and PAI-1) \.Y
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PHENYLALANTNE o

TRYPTOPHAN
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Cryptococcous PCR,Fungi PCR
<

I

GALACTOMANAN I

Anti GAD I

Fasciola Ab I

Hydatis Ab o

1
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