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Ayl Sl ik Amino Acids and Urea Cycle Disorders | <&

~ Phe PKU Phenylketonuria )
Phe H-PHE Hyperphenylalaninemia ¥
_Phe BIOPT (BS) - Disorders of Bloptenn Biosynthems_u_ Y B

" Phe BIOPT (Reg) ; Disorders of Blopterm Regenerat:on R
Suac, Tyr TYR-] Tyrosmemla type I ‘ e
ey e ~TYR-II Tyrosinemia type 1 1
Tyr TYR-1II Tyrosinemia type III . - Y
Tyr TYR (tranS) Transient Tyrosinemia A

Gly NKHG Nonketotic Hyperglycinemia 4
Ley, lle, Val MSUD Maple Syrup Urine Disease Y.
Arg ARG Argininemia VY
Cit, Asa " ASA Argininosuccinic Acidemia 1Y
Cit CIT-1 Citrullinemia type | VY

Cit_ . CIT-1I , Citrullinemia type 1l Vi
Met MET Hypermethioninemia Yo
Met HCY Homocyctinuria_ 1
__Cit, Arg (low) PS8 Carbamylphosphate Synthase Deﬁc:lency Y
Cit, Arg (low) OTC Ornithine Transcarbamylase Deficiency VA
Met (low) MTHFR | Methylentetrahydrofolate Reductase Deficiency | 1%
Met (low) Cbl-E, Cbl-G Functional Methionine Synthase Deficiency Y.
_ Hyperammonemia, Hyperom1th1nem1a
Ormn HHH Homocitrulinemia Y
Orn HOGA Hyperornithinemia with Gyrate Atrophy Yy
Cit PC Pyruvate Carboxylase Deficiency Yy
o Fatty Acid Oxidation-and Organic
Al Sl i _ Acid Disorders iy
C: (low) CUD Carnitine uptake defect )
Carnitine Palmitoyl Transferase
CV1,CYA (low), C- CPT-1 Y

Deficiency Typel -




Carnitine Palmitoyl Transferase

CYV,CYA,CYAY CYAY CPT-I1 Deficiency Type Il v
Carnitine:Acylcarnitine Translocase |
CVVLCYACYAN CYALY CACT Deficiency... - ¢
Short Chain Acyl-CoA
Ct SCAD Dehydrogenase Deficiency . R
Short/Medium Chain Hydroxy Acyl-
C¢OH, C1OH SCHAD CoA Dehydrogenase Deficiency 1
Medium Chain Acyl-CoA
CLCALY » OV ) MCAD Dehydrogenase Deficiency ¥
. Medium Chain Ketoacyl-CoA
CA MCKAT Dehydrogenase Deficiency A
CY1OH,C'1:YOH,CYAOH,CYA:) Long Chain hydroxy Acyl-CoA
OH LCHAD Dehydrogenase Deficiency 4
Very Long Chain Acyl-CoA
CcYe,CVe:V\,CV 8 VLCAD Dehydrogenase Deficiency Vs
¥ ¢-Dienoyl-CoA Reductase
Che:Y DE-RED - Deficiency i
C'1OH,CY1:YOH,CYAOH,C A . .
: OH 1 TFP Trifunctional Protein Deficiency . VY
oY MMA Methylmalonic Acidemias VY
CY PA Propwmc Acxdemla e e Ve
CYDC | “MAL “Malonic Aciduria- - e
_ Isobutyryl -CoA Dehydrogenase '
- Ct ‘IBCD i Deﬁc1ency 1
Cce IVA Isovlerlc ‘Acidemia \Y
¥-Methylbutyryl- -CoA Dehydrogenase
Ce | YMBCD Deficiency VA
¥-Methylcrotonyl-CoA Carboxylase
C°OH YMCC Deficiency ‘4
Y-Methylglutaconyl-CoA Hydratase
C°OH YMGA : Deficiency ] Y
Y-Hydroxy-"-Methyl gutaryl-CoA
CeOH HMGL Lyase Deficiency N
, YMYHB
CeOH A Y-Methyl-¥-Hydroxybutyric Amduna vy
Multlple CoA Carboxylase
"~ C°OH MCD Deﬁmency T A
C°DC GA-1 Glutarlc Ac1dem1a Type I vé
C°DC GA-1i Glutaric Acidemia Type Tk, yo
‘ Multlple Acyl-CoA Dehydrogenase
C¢-C\A saturated,unsaturated MADD " - Deficiency A
Ct, Co EE Ethylmalonic Encephalopathy A\
Ct FIGLU Formiminoglutamic Acdemia YA
| Ce:\,C°OH BKT B-ketothiolase Deficiency ¥4
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FLTY-TKD Mutation

NPM\ Mutatin

0lgd ©) e b gl sladl Gl B | Ao,
MLL-AF¢ Nested RT-PCR t(£;)Y) " ALL(Qualitative Panel) )
TEL/AMLN Nested RT-PCR t(YY;Y))
EYA/PBX Nested RT-PCR t(Y;14)
BCR/ABL- Nested RT-PCR t(%;YY)
PYa.
AMLV/ETO | Nested RT-PCR t(A;") | AML{(qualitative Pancl) Y
PML/RARA | Nested RT-PCR t(1°;1Y) 4
CBFb/MYHY | Nested RT-PCR t(} ;) V),Inv(} 1)
AMLVY/ETO Real time PCR t(A;Y)Y) AML(quantitative Panel) v
PML/RARA | Real time PCR t() ;1Y)
CBFb/MYH)) | Real time PCR t(Y;17),Inv(} 1)
BCR/ABL- Nested RT-PCR  t(%;YY)-PY4:+ CML(Qualitative Panel) i
PA&s ‘
BCR/ABL- Nested RT-PCR t(%;YY)-PY):
PY. RERT
BCR/ABL- Nested RT-PCR t(%;YY)-PYT
| pYy.
Real time PCR t(3;YY)-PY 4+ CML(Quantitative ‘Panel) °
Real time PCR t(%;YY)-PY) -
TYYe] CML Imatinib Resistancy 1
BCR/ABL mutation analysis
| FLTY-ITD Mutatiom Leukemia Prognostic v
‘ ' | Factor - '




; CEBPA Mutatin -

IDH)Y mutation

IDHY mutation

WTY mutation

JakY VIYYF Mutation Myeloproliferative A
Disorders (MPD)
JakY exne Y Mutatin
ETV?1- ETV1-PDGFRB Nested RT- Chronic Myeloid 4
PDGFRB PCRt(°;Y) Malignancies Associated
With Hypereosinophilia
FIPYLY- FIPYL)-PDGFRA Nested RT- : :
PDGFRA PCR del(tqVY)
| EGFRYOPY-
FGFR) =hoerE W : . o :
' PCR-RFLP Factor II (FY) | Trombophilia Factor - T
| GY+YY+A Mutation -
PCR-RFLP MTHFR(CV¥V¥T)
PCR-RFLP Factor V
Leiden(G'1Y%A)
S 5 oSS Olale)l Ced
_ Cannsd o,
Emery-Dreifuss Muscular Dystrophy X-linked (EMD FHL) GENE) \
Emery-Dreifuss Muscular Dystrophy AD/ AR (LMNA GENE) X
Limb-Girdel Muscular Dystrophy (FMRY GENE) Al
Fragile X (FXN GENE) ¢
| Friedreich Ataxia (FRDA) (FXN GENE) °
Holoprosencephaly (HPE) SHH deficiency (SHH GENE) 1
Huntington Disease (HTT GENE) v
Rett Syndrome (MECPY GENE) A
¢
i




Myoclonic Epilepsy Assomated with Ragged Red Fibers (mtDNA GENE)

MERRF

Early-Onset Eamilial Alzheimer Disease (PSEN),PSENY, APP GENE)

Krabbe Disease (GALC GENE) Y
Lesch-Nyhan Syndrome (HPRTY GENE) VY
Acid sphingomyelinase (ASM) deficiency Niemann-Pick disease type A and B
(SMPD"Y GENE) K
Acute intermittent porphyria (HMBS GENE) Yo
Adenosine Deaminase-Deficient Severe Combined Immunodeficiency Disease
(SCID) ( (ADA GENE) &
Alkaptonuria (HGD GENE) 1%
Alpha-Y-Antitrypsin Deficiency (SERPINAYp.GluY¢YLys) VA
Argininosuccinic Aciduria (ASL GENE) X
| Arylsulfatase A Deficiency: Synonyms: Metachromatic Leukodystrophy,
| ARSA Deficiency (ARSA GENE \E
] _Blotmldase Deficiency (BTD GENE) AR
| Canavan Disease: Aspartoacylase Deficiency (ASPA GENE) LA
| Carnitine Palmitoyltransferase ' A Deficiency (CPTYA) Y
| Carnitine Palmitoyltransferase II Deficiency (CPTY GENE) Yi
Citrullinemia Type I: Synonyms: Argininosuccinate Synthetase Deﬁcnency e Yo
, Cystm0515 (CTNS GENE) : Y1
Epimerase Deficiency Galactosemia (GALE GENE) YV
Fabry Disease (GLA GENE) YA
free sialic acid metabolism — Salla disease (SLCYVA® GENE) Y4
Fumarate Hydratase Deficiency Fumaric Aciduria (FH GENE) A
GM) Gangliosidosis, Mucopolysaccharidosis Type IVB (GLB' GENE) ™
Galactosemia (GALT GENE) Y
Gaucher Disease (GBA GENE) LY
| Glycogen Storage Disease Type Il (Pompe Disease) (GAA GENE) v
Tay-Sachs Disease Hexosaminidase A deficiency (HEXA GENE) Yo
Homocystinuria Caused by Cystathionine Beta-Synthase Deficiency (CBS
GENE) A
' Maple Syrup Disease (BCKDHA,BCKDHB, DBT GENE) :
rv
Mucp‘lvipidos‘is I1, I-cell dxsease (’GNPTAB GENE) YA
| Mucolipidosis III Alpha/Beta (GNPTG GENE) v
| Mucolipidosis IIl Gamma =~ £
Mucopolysaccharidosis Type I Hurler Syndrome (IDUA GENE) £y
Mucopolysaccharidosis Type Il Hunter Syndrome, (IDS GENE) £y
Mucopolysaccharidosis Type IVA Morquio Syndrome Type A (GALNS
GENE) :

¢y




Smith-Lemli-Opitz Syndrome (DHCRY GENE)

£t

Tyrosinemia Type ' (FAH GENE) to
Ommnithine transcarbamylase deficiency (OTC GENE) £
Hyperargininemia (ARG) GENE) A
Menkes Disease (ATPYA GENE) £A
Wilson Disease (ATPYB GENE) £9
Hyperoxaluria (AGXT GENE) o
Breast Cancer (BRCA),Y GENES) o)
Bloom’s syndrome (BLM GENE) oY
Hereditary Diffuse Gastric Cancer (CDH? GENE) oy
Li-Fraumeni Syndrome (TP°¥ GENE) ot
Retinoblastoma (RBY GENE) oo
FAP (APC GENE) on
Von Hippel-Lindau (VHL) disease (VHL GENE) oV
“hereditary hemochromatosis (HFE GENE) oA
| Familial Hypercholesterolemia (LDLR GENE) o4
Familial Lipoprotein Lipase Deficiency (LPL GENE) 1.
Autosomal Dominant hearing loss DFNAY (KCNQ* GENE) )
X-linked hearing loss DFNX) (PRPS' GENE) 1Y
Jervell and Lange-Nielsen Syndrome (KCNQ),KCNEE GENE) 1y
| . Autosomal Recessive hearing loss (GJBY, GJB" GENE ) 14
CAH (CYPYYAY GENE) 10
| CAH (CYP'YA) GENE) 11
XX.Male Syndrome. (SRY GENE) 1y
Testlcular Feminization Androgen insensitivity(AR GENE) 1A
Adrenoleukodystrophy (ABCD" GENE) 14
Retinoblastoma (RB) GENE) X
Leber hereditary optic neuropathy (LHON) (mtDNA GENE) v
Cystic fibrosis (CFTR GENE) \Al
Familial Mediterranean fever (FMF) (MEFV GENE) | VY
IPEX Syndrome (FOXPY GENE) v
Cockayne syndrome (ERCC1, ERCCA GENES) ve
Costello syndrome (HRAS GENE) v
LEOPARD Syndrome (PTPN)' GENE) \al
| Wiskott-Aldrich Syndrome VA
Osteopetrosis (CLCNY GENE) V4
Achondrogenesis Type 'B (SLCY1AY GENE) A
Achondroplasia (FGFRY GENE) A
Campomelic Dysplasia (SOX% GENE) AX
Muenke syndrome (FGFRY GENE) AY
At

| Nail-Patella Syndrome (LMX'B GENE)

G




Epiqg‘mol’y_sis Bullosa Simplex (KRTe, KRTY ¢ GENE)

Ganloouiancous Albinism (TYR GENE)

MICRODELETION Y (DAZ GENE)

MLPA s, b (s055929,5 52 & ol i 3l eads Ladi sl e (S e 2

Thrombophilic panel (MTHFR, FV leiden, FII and PAI-Y)

MLPA _bg, b sassassS sl solsali jlai jl ead bafiws slo (i (S (oop

subtelomeric rearrangment All sy MLPA U jag3909,S Sd> pgpsins (52

p™? deletion syndrome?

p'1 microdeletion¥

q¥Y microdeletion / MBD®Y
q¥Y microdeletion / SATBYY
qY* microdeletionY

gy microdeletion?

q¥é deletion. syndrome\ .

qY) microdeletion)V

q\‘" L Phel .McDermidYY.
Cridu Chat yndrome, °p)° "
DiGe ,,ge syndrome YYq)) -
Dlstal Y¥qY) region
DiGeorge region ¥, Y +pl°
Langer-Giedion syndrome Aq
Miller-Dieker syndrome, YVp
NF? microdeletion syndrome
Prader-Willi / Angelman
MECPY / Xq¥A duplication
Rubinstein-Taybi syndrome
Smith-Magenis syndrome
Sotos syndrome °q¥°."
Williams syndrome

Wolf Hirschhorn ¢p) 1.7

b Sy T

Myoetonic Dystrophy Type ¥

Spinal Muscular Atrophy (SMN? GENE)

Buchenne and Becker muscular dystrophy (DMD GENE) ie
Phenylketonuria (PAH GENE) a1
Hemophilia A (FA GENE) qv
Hemophilia B (F% GENE) 9A
Beta Thallasemia (HBB GENE) 43
Alpha Thallasemia (HBA GENE) Yoo

Ve

von Willebrand Disease (VWF GENE)




Thrdmbdphilic panel (MTHFR, FV leiden, FII and PAI-Y) VoY
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VITAMIN A

VITAMIN E

VITAMIN D

TYROSINE

PHENYLALANINE

TRYPTOPHAN
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Cryptococcous PCR ¢Fungi PCR \
GALACTOMANAN \
~ Anti GAD L
Fasciola Ab ¢
Hydatic Ab °
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