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“SOFA” MDM-in genetika sdbasinin Yeni Nasil Sekans
laboratoriyasinda Thermo Fisher Scientific firmasinin
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PGD-Preimplantasion Genetik Diagnostika olunur PGD naticasi (s5FA MDM) (IVF markazi)

IVF cargivasinda PGS'A skriningi (@aneuploidiya)

bir embrionun giymati - 2505

PGS-A - slini mayalanma zamani saglam embrionun segilmasi magsadi ile embrionda
46 xromosomun say dayisikliyinin tayini.

Material: blastomer, trofoektoderm hiiceyrasi.

Ustiinliiklari: 46 xromosomda say dayisikliyi, mozaisizm tayini.

IVF gargivasinda PGS' M skriningi (tak gen xastaliklari)

bir embrionun giymati -razilasma yolu il

PGS-M - slini mayalanma zamani saglam embrionun secilmasi magsadi ils embrionda
tak gen xastaliklarinin tayini.

PGS-M ils yoxlanilan genetik xastaliklarin siyahisi

ABCB11 » Cholestasis, progressive EXT1 > Exostoses, type | LAMB3 > Epidermolysis bullosa ReT > Multiple endocrine
familial intrahepatic EXT2 > Exostoses, type II LMNA > Cardiomyopathy dilated neoplasia Il
ACETILCOA > ACADM deficiency F8 > Hemophilia A LYNCH > Lynch syndrome RHO > Retinitis pigmentosa
BBS10 > Bardet-Biedl syndrome FBN1 > Marfan syndrome Multiple endocrine RYR1 > Central core disease
CFTR > Cystic fibrosis FMR-1 > Fragile X syndrome MENT > neoplasia SMN1 > Spinal muscular atrophy
CMT1B=MPZ > Charcot-Marie-Tooth Amyotrophic lateral NOTCH3 > CADASIL SPG3A > Spastic paraplegia AD
disease, type 1B FUS > sclerosis (ALS) Ornithine type 3
COL11A1 > Stickler syndrome, type Il GALNS > Mucopolysaccharidosis OTC > transcarbamylase TBX5 > Holt-Oram syndrome
- deficiency ;
COL1A1 > Osteogenesis imperfecta GAT > Oculodentodigital At dominant TCOF1 > Tre?jcher C;)Illns
Spondyloepiphyseal dysplasia PKD1 > ~utosomardominan syndrome
COL2A1 > d . Polycystic kidney disease 1 ;
ysplasia HBB > Thalassemia-beta TSC1 > Tuberous sclerosis-1
; Autosomal dominant
CYP21A2 > ?gr:zgilitr;)l/perplasm, HEXA > Tay-Sachs disease PKD2 > Polycystic kidney disease 2~ TWISTT > gjs(tjf;gesn(éhotzen
D4Z4 > FSHD HLA > Histocompatibility Autosomal recessive Hemophagocytic
Renal cysts and diabetes pkHD7 > Polycystic kidney and UNC13D > lymphohistiocytosis
DMD > 5uchen|:e muscular HNF1B > syndrome Hepatic disease familial. 3 '
ystrophy _ ,
, HTT > Huntington disease Charcot-Marie-Tooth ibpel-Li
DMPK > Steinert (DM1) Combifed PMP22 > isease, type 1Aand type 1€ VHL \S’;r:‘d':'(')ff]’:' Lindau
DYNC2H1 > Jeune syndrome IL2RG > immunodeficiency, Muscular
EVC-EVC2 , Cerebral Vascular X-linked POMK > dyﬁ}rophy—dystroglycano
i a
Disease L1CAM > Hydrocephalus pathy

NGS laboratoriyasinda PGS reaksiyasi har ayin son haftasinda olunur

lon S5 XL (SSFA MDM)

saglam embrion transferi
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