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IFEHETUYHHU U3CJIEABAHHUA - CbCTOAHUA (o a36ydeH pen)

Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa noJsiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
1 AchaIaS|a—Add|son|an|§m-AIacr|m|a cuHgpom / AAAS ALADIN, ADRACALIN 2 000,00 5. CeKBeHupaHe no 10 paboTHi AHM
Allgrove cuHapom / Triple-A cuHgpom Sanger
2 | Aicardi-Goutieres curapom RNASEH2B RIBONUCLEASE H2, SUBUNIT B 1 100,00 .. CeKBZ’;:zzre M9 1 10 pa6otHm anm
. . . . . MITOCHONDRIAL RNA-PROCESSING CeKBeHupaHe no
3 | Anauxetic dysplasia; Cartilage-hair hypoplasia RMRP ENDORIBONUCLEASE, RNA COMPONENT OF 300,00 nB. Sanger 10 paboTHU gHKU
4 | Angelman cunapom UBE3A UBIQUITIN-PROTEIN LIGASE E3A 1.000,00 78. CeKB::ZZ?e % | 10 pa6othu amm
5 | Apert cuHapom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 si&. Ce“‘;:gg:':e M9 1 10 pabothu anm
6 | Ataxia, vitamin E deficiency (AVAT) TTPA TOCOPHEROL TRANSFER PROTEIN, ALPHA 600,00 . Ce“‘;:gg:':e M9 1 10 pabotHu anm
7 | Ataxia-ocular apraxia-2/ SCAR1 SETX SENATAXIN 2 400,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
Autoimmune polyendocrinopathy syndrome,
. . . CeKBeHMpaHe no
8 | type |, with or without reversible metaphyseal AIRE AUTOIMMUNE REGULATOR 1 260,00 ns. Sanger 10 paboTHM aHM
dysplasia g
Barth cuHapom, 3-METHYLGLUTACONIC CeKBeHMpaHe no
9 ACIDURIA, TYPE Il TAZ TAFAZZIN 700,00 ns. Sanger 10 paboTHM aHM
10 |Beare-Stevenson Cutis Gyrata cuHgpom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 ns. cexsc;::g::ie no 10 paboTHu aHM
17 | C@mptodactyly, Tall stature and hearing loss FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR3 | 1000,00 ng.| CEKBEHMPARENO 114 ba6otHm anm
syndrome Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa noJsiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
. . CYTOCHROME P450, SUBFAMILY XXVIIA, CeKBeHupaHe no
12 | Cerebrotendinous xanthomatosis CYP27A1 POLYPEPTIDE 1 1 200,00 ns.. Sanger 10 paboTHU gHK
13 | Ceroid lipofuscinosis, neuronal, 1 PPT1 PALMITOYL-PROTEIN THIOESTERASE 1 650,00 8. CeKBZ’;:zzre M9 | 10 pa6orhu anm
EXCISION REPAIR CROSS-COMPLEMENTING, CeKBeHupaHe no
14 | Cockayne cuHapom T1n A ERCCS8 GROUP 8 1 100,00 ns.. Sanger 10 paboTHU gHKU
15 | Congenital Rett Syndrome FOXG1 FORKHEAD BOX G1 500,00 n6. Ce“::gg':e M1 10 pabothu grn
16 | Congenital Rett Syndrome FOXG1 FORKHEAD BOX G1 800,00 ns. MLPA 10 paboTHu aHM
17 Cortical dy§pla5|a, complex, with other brain TUBB3 TUBULIN, BETA-3 540,00 5. CeKBEHMPaAHE Mo 10 paboTHN AHM
malformations 1 Sanger
18 | Crouzon cunapom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 78 Ce“‘;:gg:':e M9 1 10 pabotHu anm
19 | DANDY-WALKER MALFORMATION ZIC1 ZICFAMILY, MEMBER 1 v ZIC FAMILY, 800,00 ns.. MLPA 10 paboTHM aHM
MEMBER 4
DENTATORUBRAL-PALLIDOLUYSIAN ATROPHY - ®dparmeHTeH aHanus -
20 DRPLA ATN1 ATROPHIN 1 500,00 ns. (CAG)N ekcniaHaua 10 paboTHM aHM
PROTEIN KINASE, INTERFERON-INDUCIBLE
CeKBeHMpaHe no
21 | DYSTONIA -16 PRKRA DOUBLE-STRANDED RNA-DEPENDENT 800,00 ns. Sanger 10 paboTHu aHM
ACTIVATOR &
22 | DYSTONIA -6 THAP1 THAP DOMAIN-CONTAINING PROTEIN 1 500,00 8. Ce“‘;:gg::'e M9 1 10 pa6otHn anm

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!




? FEHOMEH LEHTBP

BbJAFAPUA

\

www.genica.bg
0700 20442

g
[Elaa%:

IFEHETUYHHU U3CJIEABAHHUA - CbCTOAHUA (o a36ydeH pen)

Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CocrosiHue LeHa nosy4yaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyartar
. . DYSTONIA 1, TORSION, AUTOSOMAL CeKBeHupaHe no
23 | Dystonia-1, torsion DYT1 DOMINANT, TOR1 500,00 ns. Sanger 10 paboTHU gHK
Early infantile epileptic encephalopathy, type 2 /
. . . CEKBEHMpaHe no
24 | Rett-like phenotype, Cyclin-dependent kinase- CDKL5 CYCLIN-DEPENDENT KINASE-LIKE 5 1 050,00 ns. Sanger 10 paboTHM aHM
like 5 &
Early infantile epileptic encephalopathy, type 2 /
25 |Rett-like phenotype, Cyclin-dependent kinase- CDKL5 CYCLIN-DEPENDENT KINASE-LIKE 5 800,00 ns. MLPA 10 paboTHu aHM
like 5
26 | Early infantile epileptic encephalopathy, type 4 | STXBP1 SYNTAXIN-BINDING PROTEIN 1 2 400,00 7B CeKBZ’;:zzre M9 1 10 pabotHn anm
27 | Early infantile epileptic encephalopathy, type 9 | PCDH19 PROTOCADHERIN 19 1 100,00 .. CeKBz:::z:e M9 1 10 pabotHn anm
) ) ARISTALESS-RELATED HOMEOBOX, X- CeKBeHUupaHe no
28 | Early infantile spasms syndrome type 1 ARX LINKED 500,00 ns. Sanger 10 paboTHM aHM
Encephalomyopathic with methylmalonic
. . . . SUCCINATE-CoA LIGASE, ADP-FORMING, CeKBeHMpaHe no
29 |aciduria, Mitochondrial DNA depletion SUCLA2 BETA SUBUNIT 800,00 ns. Sanger 10 paboTHM aHM
syndrome
Encephalomyopathic with methylmalonic
. . . . CEKBEHMpaHe no
30 |aciduria, Mitochondrial DNA depletion SUCLG1 SUCCINATE-CoA LIGASE, ALPHA SUBUNIT 700,00 ns. Sanger 10 paboTHM aHM
syndrome &
. . GLUTAMATE RECEPTOR, IONOTROPIC, N-
31 |Epilepsy with neurodevelopmental defects GRIN2A METHYL-D-ASPARTATE, SUBUNIT 2A 800,00 ns.. MLPA 10 paboTHu aHu
Fibular Aplasia or Hypoplasia, femoral bowing
. WINGLESS-TYPE MMTV INTEGRATION SITE CEeKBEeHMpaHe No
32 E:Sdp:gx—é syn-, and oligodactyly/Fuhrmann WNT7A FAMILY, MEMBER 7A 400,00 ns. Sanger 10 paboTHu aHM

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAaHue LLeHa nosy4yaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
CeEKBEHNpPaAHE NO
33 | Gerstmann-Straussler—Scheinker cuHapom (GSS) | GSS GLUTATHIONE SYNTHETASE 200,00 nB.| Sanger - KOHKpPETHa 10 paboTHu aHu
MyTauumAa
34 S:h’;;sjef'c'ency syndrome; Early onset absense | - ) GLUT1 DEFICIENCY SYNDROME 1 800,00 8. MLPA 10 pa6oTHY AHM
35 | GLUTL deficiency syndrome; Early onset absense | ¢, 1) GLUT1 DEFICIENCY SYNDROME 1 960,00 ng. |  CEKBEHMPAMENO 114 paGotHm anm
epilepsy Sanger
36 | Gorlin cMHgpom PTCH1 PATCHED 1 800,00 ns. MLPA 10 paboTHU gHKU
37 | Gorlin curapom PTCH1 PATCHED 1 2 300,00 718, CeKBZ’;:zzre M9 1 10 pabotHn anm
38 | Hutchinson-Gilford progeria syndrome (HGPS) | LMNA LAMIN A/C 1 000,00 7i&. Ce“‘;:::zre M9 1 10 pabothu aHu
Hyper-IgD syndrom, Periodic Feaver, mevalonate CeKBeHUpaHe no
39 . . MVK MEVALONATE KINASE 1 000,00 ns.. 10 paboTHM aHM
kinase deficiency Sanger
. . CeKBeHnpaHe no
ag |Hyper-lgD syndrom, Periodic Feaver, mevalonate |, MEVALONATE KINASE 150,00 76, Sanger — 10 paboTHM AHN
kinase deficiency
KOHKpeTHa myTauus
41 |Jackson-Weiss cuHapom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 7s. Ce“‘;:gg:':e M9 1 10 pabothu anm
. . CDparmeHTeH aHaNun3 -
42 |JPH3 (Huntington-like 2) JPH3 JUNCTOPHILIN 3 500,00 ns. CAG/CTG excnaHaus 10 paboTHU aHK
43 | Kallman cunapom, Tvn 2 FGFR1 FIBROBLAST GROWTH FACTOR RECEPTOR 1 | 1000,00 ng.| CEKBEHMPARENO 114 ha6oTHm anm

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa noJsiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
44 |Ladd cunapom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 7. CeKB‘;::z:re M9 1 10 pabotHn anm
45 | Leigh cunapom SURF1 SURFEIT 1 1.000,00 718. CeKBZ’;:zzre M9 1 10 pa6otHm anm
16 L|mb—g|‘rdle muscular dystrophy 2B (LGMD2B), DYSE DYSFERLIN 5 000,00 1&. CEeKBeHMpaHe no 10 paboTHM AHN
Dysferlin Sanger
OCRL INOSITOL POLYPHOSPHATE-5- CeKBeHMpaHe no
47 |Lowe cnMHgpom OCRL PHOSPHATASE 2 200,00 ns. Sanger 10 paboTHU gHKU
Michelis-Castrillo cuHgpom (PammnHa CeKBEHMDANE MO
48 | XMNnomarHesnemmsa ¢ XmnepKanunuypma u CLDN16 CLAUDIN 16 750,00 ns. Sanper 10 paboTHM aHM
HedpoKanumnHo3a) g
49 |Mitochondrial DNA depletion syndrome 1 TYMP THYMIDINE PHOSPHORYLASE 500,00 np. |  CCRECHMPARENO 4 haBotHu amu
(MNGIE type) Sanger
50 Mitochondrial DNA depletion syndrome 4A POLG1 POLYMERASE, DNA, GAMMA - 1 1 900,00 1. CeKBEHMpPaHe Nno 10 paboTH AHM
(Alpers type) Sanger
51 Mitochondrial DNA depletion syndrome 4B POLG1 POLYMERASE, DNA, GAMMA - 1 1 900,00 15 CeKBEHMpPaHe Nno 10 paboTH AHM
(MNGIE type) Sanger
Mitochondrial recessive ataxia syndrome CeKBeHMpaHe no
52 (SANDO and SCAE) POLG1 POLYMERASE, DNA, GAMMA - 1 1 900,00 ns. Sanger 10 paboTHM aHM
53 | Muenke cuHapom FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR 3 | 1 000,00 s8. Ce“‘;:gg::'e M9 1 10 pabotHn anm
. . . . CEeKBEHMpPaHe no
Multiple endocrine neoplasia, Type IIA/ Sipple REARRANGED DURING TRANSFECTION
E 2 . - 1
>4 Syndrome/ Hirschsprung Disease RET PROTOONCOGENE 400,00 1 Sanger 0 pabothm Anu
3 naHena no 800 ns..

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAAHNE ueHa nosiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntat
55 | NEURONAL CEROID LIPOFUSCINOSIS TPP1 TRIPEPTIDYL PEPTIDASE | 1 200,00 . CeKB‘;::z:re M9 1 10 pabotHn anm
56 | Osteoglophonic dysplasia FGFR1 FIBROBLAST GROWTH FACTOR RECEPTOR 1 | 1 000,00 78 CeKBZ’;:zzre M9 1 10 pa6otHm anm
. ARISTALESS-RELATED HOMEOBOX, X- CeKBeHupaHe no
57 | Partington cuHgpom ARX LINKED 500,00 ns. Sanger 10 paboTHU gHKU
58 | Pelizaeus-Merzbacher Like Disease GIC2 GAP JUNCTION PROTEIN, GAMMA-2 500,00 7B CeKB::ZZ?e M9 1 10 pabothu aHm
59 | Pfeiffer cunapom FGFR1 FIBROBLAST GROWTH FACTOR RECEPTOR 1 | 1 000,00 sis. Ce“‘;:gg:':e M9 1 10 pa6othu anm
i - . POU DOMAIN, CLASS 1, TRANSCRIPTION CEeKBeHMpaHe no
60 | Pituitary hormone deficiency, combined, 1 POU1F1 EACTOR 1 850,00 ns. Sanger 10 paboTHU aHM
61 | Pituitary hormone deficiency, combined, 2 POU1F1 E,f-\)CUT?)cR)I\l/IAIN' CLASS 1, TRANSCRIPTION 800,00 ns. MLPA 10 paboTHM aHM
g2 |Progressive external ophthaimoplegia, POLG1 POLYMERASE, DNA, GAMMA - 1 1900,00 ng. |  CEKBEHMPAHENO 1 44 1 6oTHM aHm
autosomal dominant/recessive Sanger
g3 | seudohypoparathyroidism I (3,b,c), GNAS GNAS COMPLEX LOCUS 800,00 7. MLPA 10 paboTHM AHM
Acromegaly, McCune-Albright syndrome
g4 | Pseudohypoparathyroidism I (a,b,c), GNAS GNAS COMPLEX LOCUS 1300,00 ng. | CEKBEHMPANENO 1 14 ha6oTHM aHm
Acromegaly, McCune-Albright syndrome Sanger
SOLUTE CARRIER FAMILY 26 (SULFATE ceKBEHMDAHE MO
65 |recessive Multiple Epiphyseal Dysplasia (rMED) | SLC26A2 TRANSPORTER), MEMBER 2; DTD SULFATE 1 200,00 ns. Sanper 10 paboTHu aHM
TRANSPORTER - DTDST &

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a

lFeH - FeH — Bug reHeTnueH

CbcToAiHMe LeHa noJsiyyaBaHe Ha

KpaTKo nme Nb/IHO HAaUMmeHoBaHue no OMIM aHanus
pesynTtar

. . TRANSFORMING GROWTH FACTOR, BETA- CeKBeHupaHe no

66 | Reis-Buckler/Thiel-Behnke cuHgpom TGFBI INDUCED 2 000,00 ns. Sanger 10 paboTHU gHK

67 | Restrictive dermopathy (RD) LMNA LAMIN A/C 1 000,00 . CeKBZ’;:zzre M9 1 10 pa6otHm anm
. ESTABLISHMENT OF SISTER CHROMATID CeKBeHupaHe no

68 |Roberts cuHapom / SC phocomelia cuHgpom ESCO2 COHESION N-ACEYTLTRANSEERASE 2 1 000,00 nB. Sanger 10 paboTHU gHKU
. RECEPTOR TYROSINE KINASE-LIKE ORPHAN CeKBeHMpaHe no

69 | Robinow cuHgpom ROR2 RECEPTOR 900,00 nB. Sanger 10 paboTHU gHKU

70 | Saddan aucnnasus FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR 3 | 1 000,00 sis. Ce“‘;:gg:':e M9 1 10 pa6othu anm

CALCIUM CHANNEL, VOLTAGE-DEPENDENT, ®dparmeHTeH aHaNu3 -

71 |SCAS CACNALA P/Q TYPE, ALPHA-1A SUBUNIT 300,00718. | 1 G)n encaraug | L0 P2BOTHY AHM

72 | Seathre-Chotzen cuHgpom FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
TWIST FAMILY bHLH TRANSCRIPTION CeKBeHMpaHe no

73 | Seathre-Chotzen cuHgpom TWIST 1 EACTOR 1 500,00 ns.. Sanger 10 paboTHM aHM
Seizures, benign familial infantile, 3; Epileptic SODIUM VOLTAGE-GATED CHANNEL, ALPHA CeKBEHMpaHe Nno

74 encephalopathy, early infantile, 11 SCN2A SUBUNIT 2 1900,00 7. Sanger 10 paborrin Arm
. MADS BOX TRANSCRIPTION ENHANCER CeKBeHUupaHe no

75 | Severe Rett-like encephalopathy MEF2C FACTOR 2, POLYPEPTIDE C 500,00 ns. Sanger 10 paboTHM aHM

. MADS BOX TRANSCRIPTION ENHANCER
76 | Severe Rett-like encephalopathy MEF2C FACTOR 2, POLYPEPTIDE C 800,00 ns.. MLPA 10 paboTHu aHM
77 | Smith-Lemli-Opitz curapom DHCR? 7-DEHYDROCHOLESTEROL REDUCTASE 900,00 8. Ce“‘;:ggg:e M9 1 10 pa6othu aHm

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa nosiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
Spinal muscular atrophy with respiratory distress
78 | 1; SMARD1 (Spinal muscular atrophy, distal, IGHMBP2 leMUNOGLOBULlN MU-BINDING PROTEIN 800,00 ns. MLPA 10 paboTHu aHu
autosomal recessive, 1; DSMA1)
Spinal muscular atrophy with respiratory distress
79 |1; SMARD1 (Spinal muscular atrophy, distal, IGHMBP2 'MMUNOGLOBULIN MU-BINDING PROTEIN 1 700,00 ns. CexBeHnpane no 10 paboTHu aHM
. 2 Sanger
autosomal recessive, 1; DSMA1)
Synaptonemal Complex Protein 3, aHeynnouaHu CeKBeHnpane no
go |>Y"eP P , AHEYNIONARN | oy cp3 SYNAPTONEMAL COMPLEX PROTEIN 3 160,00 718. Sanger — 10 pa6oTHH AHM
bpemeHHoCTH
KOHKPETHU MyTaumm
. WINGLESS-TYPE MMTYV INTEGRATION SITE CeKBeHupaHe no
81 |Tetra-amelia, aBTO30MHO peLLECUBHO WNT3 FAMILY, MEMBER 3 400,00 ns.. Sanger 10 paboTHU gHKU
L . CEeKBEHMPaHe no
82 Ubiquitin Specific Protease 9, Y Chromosome USPOY UBIQUITIN-SPECIFIC PROTEASE 9, Y 160,00 7. Sanger — 10 paboTH AHM
HapyLleHa cnepmaTtoreHesa CHROMOSOME
KOHKpeTHa MyTaums
83 | von Hippel-Lindau curapom VHL VON HIPPEL-LINDAU TUMOR SUPPRESSOR 600,00 6. CEKBGS:::::G M9 | 10 pa6orhu anm
84 |von Hippel-Lindau cuHgpom VHL VON HIPPEL-LINDAU TUMOR SUPPRESSOR 800,00 ns. MLPA 10 paboTHM aHM
CEeKBEHMpaHe no
85 |von Willebrand dakTop VWF VON WILLEBRAND FACTOR 500,00 ns. Sanger — 10 paboTHu aHK
KOHKPETHU MyTaLmm
86 |von Willebrand dakTop VWF VON WILLEBRAND FACTOR 2 550,00 8. CeKB‘Z::gZ':e M9 1 10 pa6othu anm
87 | Werner cungpom / Werner's syndrome (WS) LMNA LAMIN A/C 1 000,00 nB.. cexgenvipane no 10 paboTHu aHuM

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa noJsiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
ARISTALESS-RELATED HOMEOBOX, X- CeKBeHupaHe no
88 | West cuHapom ARX LINKED 500,00 ns. Sanger 10 paboTHU gHK
89 |B-ranacemms HBB HEMOGLOBIN - BETA LOCUS 420,00 1. CeKBZ’;:zzre M9 | 10 pa6orhu anm
AApeHOKOpPTUKaNHa HegocTaTbyHOCT / NUCLEAR RECEPTOR SUBFAMILY 5, GROUP CeKBeHUpaHe no
90 Adrenocortical insufficiency NRSAL A, MEMBER 1, SF1 420,00 ne. Sanger 10 paborhy Am
ATP-BINDING CASSETTE, SUBFAMILY D, CeKBeHMpaHe no
91 | AapeHoneskoamuctpodus ABCD1 MEMBER 1 1 680,00 8. Sanger 10 paboTHU gHKU
92 | AgpeHoneskoanctpodua ABCD1 ATP-BINDING CASSETTE, SUBFAMILY D, 800,00 ns. MLPA 10 paboTHu aHM
MEMBER 1
93 | Anaxun cuHgpom / Alagille syndrome JAG1 JAGGED 1 1 850,00 ns. CGKB(;::;:::IG no 10 paboTHU aHM
94 | Anaxun cuHgpom / Alagille syndrome JAG1 JAGGED 1 800,00 ns. MLPA 10 paboTHM aHM
95 | Anda-ketornytapateH gednumt OGDH OXOGLUTARATE DEHYDROGENASE 2 000,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
96 | Atakcua Ha Friedreich FXN FRATAXIN 500,00 ns. dparmenTeH aHanms - 10 paboTHM aHM
(GAA)Nn ekcnaHsua
97 | AxoHaponnasus FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR 3 | 1 000,00 ss. Ce“i:gg:fe M9 1 10 pabothu anm
98 | AXOHApONAasus - YecTn MyTaunm (4 ek3oHa) FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR3 | 420,00 sis. CeKB‘Z::gZ':e M9 1 10 pa6othu anm

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcTofHMe ueHa nonyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynrtar
99 | Bonecr Ha Alexander GFAP GLIAL FIBRILLARY ACIDIC PROTEIN 800,00 7B CeKB‘;::z:re M9 1 10 pabotHn anm
100 | Bonect Ha Canavan ASPA ASPARTOACYLASE 700,00 7. CeKBZ’;:zzre M9 1 10 pa6otHm anm
101 | Bonect Ha Charcot -Marie-Tooth, X-cebpsaHa | CONNEXIN 32 | GAP JUNCTION PROTEIN, BETA-2; GJB2 500,00 71B. CeKBZ’;:zzre M9 1 10 pabotHn anm
bonect Ha Charcot-Marie-Tooth, akcoHanHa, TMn GANGLIOSIDE-INDUCED DIFFERENTIATION- CeKBeHMpaHe no
102 15k an GDAP1 ASSOCIATED PROTEIN 1 850,00 ne. Sanger 10 pabothm Anu
Bonect Ha Charcot-Marie-Tooth, akcoHanHa, TUn CeKBEHMDANE MO
103 | 2M, dominant intermediate B; Centronuclear DNM2 DYNAMIN 2 1 550,00 ns.. Sanper 10 paboTHM aHM
myopathy &
104 Bbonect Ha Creutzfeldt-Jakob, 6onect Ha PRNP PRION PROTEIN 400,00 n&. CeKBEHMpaHe Nno 10 paboTH AHM
Gerstmann-Straussler Sanger
105 | bonect Ha Fabry GLA GALACTOSIDASE, ALPHA 700,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
106 | bonect Ha Gaucher GBA GLUCOSIDASE, BETA, ACID 1 100,00 ns.. CGKB(;::;:::IG no 10 paboTHM aHM
. . NPC INTRACELLULAR CHOLESTEROL CeKBeHMpaHe no
107 | bonect Ha Niemann-Pick NPC1 TRANSPORTER 1 2 600,00 nB.. Sanger 10 paboTHM aHM
. . NPC INTRACELLULAR CHOLESTEROL CEeKBeHMpaHe No
108 | bonect Ha Niemann-Pick NPC2 TRANSPORTER 2 600,00 nB.. Sanger 10 paboTHu aHM
NPC INTRACELLULAR CHOLESTEROL
109 | bonect Ha Niemann-Pick NPC1 & NPC2 TRANSPORTER 1 & NPC INTRACELLULAR 800,00 ns.. MLPA 10 paboTHu aHM
CHOLESTEROL TRANSPORTER 2

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcrosHue LeHa nosiy4aBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
110 | bonect Ha Pelizaeus-Merzbacher PLP1 PROTEOLIPID PROTEIN 1 800,00 ns. MLPA 10 paboTHU gHK
111 | Bonect Ha Pelizaeus-Merzbacher PLP1 PROTEOLIPID PROTEIN 1 800,00 7B. CeKBZ’;:zzre M9 1 10 pa6otHm anm
CeKBeHMpaHe no
. ATPase, Cu(2+)-TRANSPORTING, ALPHA
112 | bonect Ha Wilson ATP7B POLYPEPTIDE 420,00 ns.. Sanger Ha ropeLy, 10 paboTHu aHM
pernox
. ATPase, Cu(2+)-TRANSPORTING, ALPHA
113 | bonect Ha Wilson ATP7B POLYPEPTIDE 800,00 ns. MLPA 10 paboTHu aHu
. ATPase, Cu(2+)-TRANSPORTING, ALPHA CEeKBeHMpaHe no
114 | bonect Ha Wilson ATP7B POLYPEPTIDE 1 450,00 ns. Sanger 10 paboTHu aHM
bosiecTTa Ha ypuHa KaTo KaeHoB cupon tun la / BRANCHED-CHAIN KETO ACID CeKBeHMpaHe no
115 1 \suD - Maple syrup urine disease, type Ia BCKDHA DEHYDROGENASE E1, ALPHA POLYPEPTIDE 900,00 ne. Sanger 10 pacotHy Ay
CYTOCHROME P450, FAMILY 21, CeKBeHMpaHe no
116 | BpogeHa Hagb6bbpeuHa xunepnaasms BHX CYP21A2 SUBFAMILY A, POLYPEPTIDE 1 200,00 ns. Sanger 10 paboTHM aHM
CYTOCHROME P450, FAMILY 21,
117 | BpogeHa Hagb6bbpeuHa xunepnnasms BHX CYP21A2 SUBFAMILY A, POLYPEPTIDE 800,00 ns. MLPA 10 paboTHM aHM
GALACTOSE-1-PHOSPHATE CeKBeHMpaHe no
118 |lanakto3emus GALT URIDYLYLTRANSEERASE 1 100,00 ns. Sanger 10 paboTHM aHM
119 | Fanaxtosemma lil (Galactose epimerase GALE UDP-GALACTOSE-4-EPIMERASE 1100,00 n, |  CEKBEHMPAHETO | 4 oTH aHM
deficiency) Sanger
leHepanusnpaHa enunencua ¢ pebpunHu
E Epi ; - B D RECE
120 rbpyose natoc (GEFS+), Epilepsy; MAI/IOFI.aTMLIHt’:I GABRD GAMMA-AMINOBUTYRIC ACID RECEPTOR, 450,00 ne. CeKBeHMpaHe no 10 paboTHM AHN
reHepanunsapaHa enunencua mn 10 - Idiopathic DELTA Sanger
generalized, Juvenile myoclonic epilepsy

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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lFeH - FeH — Bug reHeTnueH
CbcTosiHMe LeHa nonyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynrtar
leHepanusnpaHa enunencua ¢ GebpunHun
121 | rbpyoBe natoc (GEFS+), Tun 3; Febrile seizures, GABRG2 GAMMA-AMINOBUTYRIC ACID RECEPTOR, 550,00 ns. cexseHnpane no 10 paboTHu aHu
A . ) GAMMA-2 Sanger
familial, 8; Childhood absence epilepsy
122 rnMKoreHosa, ™n 0 (Glycogen Storage disease 0; GYS2 GLYCOGEN SYNTHASE 2 1 500,00 5. CeKBeHMpaHe no 10 paboTHI AHN
liver type) Sanger
CeKkBeHupaHe no
123 | FnuKoreHosa, Tun 5 (McArdle Disease) PYGM GLYCOGEN PHOSPHORYLASE, MUSCLE 200,00 ns.. Sanger - 10 paboTHu aHM
KOHKpEeTHa MyTaumsa
CeKBeHupaHe no
124 | TnuKkoreHosa, Tun 5 (McArdle Disease) PYGM GLYCOGEN PHOSPHORYLASE, MUSCLE 1 800,00 nB.| Sanger - UANOCTHO 10 paboTHu aHK
CeKBeHMupaHe
125 | FamkoreHosa, Tvn Il (Bonect Ha Pompe) GAA GLUCOSIDASE, ALPHA, ACID 840,00 7. CeKBz:::z:e M9 | 10 paborhu anm
126 | nukoreHosa, Tmn Il (Bonect Ha Pompe) GAA GLUCOSIDASE, ALPHA, ACID 800,00 ns. MLPA 10 paboTHM aHM
CeKkBeHupaHe no
127 |Fnobo3oocnepmus SPATA16 iI;ERMATOGENESIS ASSOCIATED PROTEIN 100,00 nB.| Sanger - KOHKpeTHa 10 paboTHM aHM
MyTauma
128 | Fiok030-6-bocdaT AexmaporenaseH aeduuut | G6PD GLUCOSE-6-PHOSPHATE DEHYDROGENASE 950,00 8. CeKBeS::gzre M9 | 10 paborhu anu
. . CeKBeHupaHe no
12 -1- L -1- E 1 . 1
9 | AedunumT Ha Alpha-1-antitrypsin AAT ALPHA-1-ANTITRYPSIN, SERPINA 80,00 n8 Sanger - S & Z anen 0 paboTHU gHU
E EPTIDASE B LADE
130 | AednumnT Ha AHTUTPOMOMH I SERPINC1 SERPIN PEPTIDASE INHIBITOR, CLADE C 750,00 ns. cexsernpane no 10 paboTHu aHuM

(ANTITHROMBIN), MEMBER 1

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
SERPIN PEPTIDASE INHIBITOR, CLADE C
131 | AednumnT Ha AHTUTPOMOMH I SERPINC1 (ANTITHROMBIN), MEMBER 1 800,00 ns.. MLPA 10 paboTHM aHM
OunatatueHa KapauomuonaTua / Dilatative CeKBeHMpaHe no
132 LMNA LAMIN A 1 . 1
3 cardiomyopathy (CMD1A) /C 000,00 ne Sanger 0 paborhu Apm
DIHYDROLIPOAMIDE S- CeKBeHupaHe no
133 | Auxuapunmnoamma, S-cyKunHua TpaHcepasa DLST SUCCINYLTRANSFERASE 1 400,00 ns.. Sanger 10 paboTHU gHKU
134 | Auxmaponunoammus aexuaporeHasen geduumt | DLD DIHYDROLIPOAMIDE DEHYDROGENAS 1300,00 B CeKB::ZZ?e M9 1 10 pabothu aHm
135 | UxTnosa, X-cBbp3aHa STS STEROID SULFATASE 1 000,00 ns. CeKBZ::;::e no 11 paboTHu aHM
136 | UxTnosa, X-cBbp3aHa STS STEROID SULFATASE 800,00 ns.. MLPA 10 paboTHU aHM
137 KOI—!rel-.IMTanHa MMOTOHMH / Hyper.kalemlc . SCNAA SODIUM VOLTAGE-GATED CHANNEL, ALPHA 1 800,00 6. CeKBeHMpaHe no 10 paBoTHi AHM
periodic paralysis, type 2; Myotonia congenita SUBUNIT 4 Sanger
138 | KoHrenuTtanHa MuoTtoHua / Myotonia congenita | CLCN1 CHLORIDE CHANNEL 1, SKELETAL MUSCL 1 350,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
KoHreHuTanHa mycKyaHa guctpodums - CeKBEHWDAHE HO
139 | meposuHoB aedumumnt / Muscular dystrophy, LAMA?2 LAMININ, ALPHA-2 3 300,00 ns. Sanper 10 paboTHM aHM
congenital merosin-deficient, 1A (MDC1A) &
140 | KpaHnocumHocTo3a, Tmn 3 TCF12 TRANSCRIPTION FACTOR 12 2 200,00 nB.. cexsc;::g::ie no 10 paboTHu aHM
- NUCLEAR RECEPTOR SUBFAMILY 5, GROUP CEeKBeHMpaHe No
141 | Kpuntopxunamswvm / Cryptorchidism NR5A1 A MEMBER 1, SF1 420,00 ns.. Sanger 10 paboTHu aHM

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyartar
142 | JTakTO3HA HEMOHOCMMOCT - YECTU MyTaLUN LCT LACTASE 100,00 ns.. CeKBz::z:':e no 10 paboTHU gHK
143 | NeskoeHuedanonatus / Leukoencephalopathy | RNASET2 RIBONUCLEASE T2 900,00 78 CeKBeS';:zzre "% | 10 pabothu ann
. LUTEINIZING HORMONE, BETA CeKBeHUpaHe Mo
144 | NytenHnsmnpall xopmoH, B - polypeptide LHB POLYPEPTIDE 250,00 ns. Sanger 10 paboTHU gHKU
MaHanbynoakpanHa ancnnasusa / CEKBEHMpaHe no
14 LMNA LAMIN A 1 . 1
> Mandibuloacral dysplasia (MAD) /C 000,00 ne Sanger 0 paborhu Apm
MeTtaxpomaTuiyHa neskoguctpodus / ARYLSULFATASE A, CEREBROSIDE- CeKBeHMpaHe no
146 Metachromatic Leukodystrophy ARSA SULFATASE 700,00 ne. Sanger 10 paborrin Arm
MwuoknoHnyHa Ennnencua Ha Unverricht and
. . . CeKBeHMpaHe no
147 | Lundborg / Myoclonic Epilepsy of Unverricht and | CSTB CYSTATIN B, STEFIN B 400,00 ns. 10 paboTHu aHM
Sanger
Lundborg (EPM1)
MwuoknoHnyHa Ennnencua Ha Unverricht and CEeKBEHMpaHe no
148 | Lundborg / Myoclonic Epilepsy of Unverricht and | CSTB/CSTB CSTB/CSTB 300,00 ns. Sanger - 10 paboTHM aHM
Lundborg (EPM1) 12-mer eKkcnaHsua
MuoToHU4YHa amcTpodua 2 / Myotonic CNBP - CCHC-TYPE ZINC FINGER NUCLEIC ®dparmeHTeH aHaNU3 -
149 1 dystrophy 2 ZNF9 ACID-BINDING PROTEIN 500,0078. |~ 1G)n excnarann | L0 PABOTHY Ay
MuoToHn4YHa guctpodma Tun 1, bonect Ha DDArMEHTEH aHANM3
150 | Steinert / Myotonic dystrophy 1 Steinert DMPK DYSTROPHIA MYOTONICA PROTEIN KINASE 500,00 ns. P 10 paboTHM aHM
. (CTG)n ekcnaHsusa
Disease
151 |MHOXKeCTBEHa eHAOKPUHHA HeonasuA TN |/ )y MENIN 1 800,00 7B MLPA 10 pa6oTHM AHM

Multiple endocrine neoplasia, Type |, MEN1

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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pesyntar
MHoO»ecTBeHa eHA0KPUHHAa Heoniasua tun | / CeKBeHupaHe no
152 Multiple endocrine neoplasia, Type I, MEN1 MEN1 MENIN 1 1100,00 ne. Sanger 10 pabothm Anu
MyKkosucumaosa, KuctnuHa ¢pubposa / Cystic CYSTIC FIBROSIS TRANSMEMBRANE CeKBeHUpaHe no
153 1 kibrosis CFTR CONDUCTANCE REGULATOR 2 600,00 7. Sanger 10 paborhy Am
. CeKBeHMpaHe no
MyKosucupnaosa, KnctmuHa ¢mbposa / Cystic CYSTIC FIBROSIS TRANSMEMBRANE
154 Fibrosis CFTR CONDUCTANCE REGULATOR 600,00 ns. Sanger - 4yectu 3a 10 paboTHu aHM
Bbarapma mytauum
MyckynHa auctpodua Emery-Dreifuss / Emery- CEeKBEHMpaHe no
155 Dreifuss muscular dystrophy (EDMD-AD) LMNA LAMIN A/C 1000,00 ne. Sanger 10 pabothy Apm
MyckynHa auctpodua Emery-Dreifuss / Emery- CEeKBEHMpaHe no
156 Dreifuss muscular dystrophy (EDMD-X-linked) EMD EMERIN 600,00 ne. Sanger 10 pabothm Anu
MyckynHa anctpoduma gUCTPOrIMKaHONATKA, TUN
A, B, C/ Muscular dystrophy-dystroglycanopathy CeKBEHMpaHe Nno
157 . . . GMPPB GDP-MANNOSE PYROPHOSPHORYLASE B 950,00 ns.. 10 paboTHM aHM
(congenital with mental retardation), type A, B, Sanger
C
MycKynHa amctpodusa noac-kpaHuk 1B / Limb- CeKBeHWpaHe no
158 girdle muscular dystrophy 18 (LGMD 1B) LMNA LAMIN A/C 1 000,00 ns. Sanger 10 paboTHM aHM
MyckynHa auctpoduma nosac-kpariHuk 1C (LGMD CeKBeHWpaHe no
1 AV AVEOLIN . 1
>9 1C - Limb-girdle muscular dystrophy 1C) CAV3 CAVEOLIN 3 >00,00 7 Sanger 0 paboThm Anu
MycKkynHa aucTpoduma nosac-KpaHuK 21 / Limb- CeKBeHuMpaHe no
160 girdle muscular dystrophy 2| (LGMD2I) FKRP FUKUTIN-RELATED PROTEIN 500,00 ns. Sanger 10 paboTHM gHU
MyckynHa anctpoduma noac-kpaHuk 2A CeKBeHMpaHe no
161 (LGMD2A - Limb-girdle muscular dystrophy 2A) CAPN3 CALPAIN 4 2 600,00 n8. Sanger 10 pabotHy Atm
MycKynHa guctpoduma noac-KpamHuK 2A
162 (LGMD2A - Limb-girdle muscular dystrophy 2A) CAPN3 CALPAIN 5 800,00 ns.. MLPA 10 paboTHU aHM

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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MyckynHa anctpoduma noac-kpamHuk 2A CexBeHnpane no
163 (LGMD2A - Limb-girdle muscular dystrophy 2A) CAPN3 CALPAIN 3 360,00 ns. ) Sanger — 10 paboTHu aHu
Hali-4ecTn myTauum
MyckynHa aucTpoduma nosc-KpaiHuk 2B / Limb-
164 girdle muscular dystrophy 28 (LGMD28) DYSF DYSFERLIN 800,00 n8. MLPA 10 paboTHYM AHM
MyckynHa auctpoduma Tmn MosAc-KpaiHuk 2C / CEKBEHMpaHe no
. . SARCOGLYCAN, GAMMA; DYSTROPHIN-
165 | Limb-girdle muscular dystrophy 2C (LGMD 2C), |SGCG ASSOCIATED GLYCOPROTEIN 200,00 ns.. Sanger 10 paboTHu aHM
Sarcoglycan gamma KOHKPETHA MyTaLms
MycKkynHa auctpodua, Tun dioweH/Bekep
166 | (Duchenne / Becker Muscular Dystrophies - DMD DYSTROPHIN 800,00 ns. MLPA 10 paboTHu aHM
DMD/BMD)
MycKkynHa auctpodua, Tun dioweH/bekep
167 | (Duchenne / Becker Muscular Dystrophies - DMD DYSTROPHIN 3 400,00 ns.. CeKBZ::p::'e no 10 paboTHU aHK
DMD/BMD) g
HapyuweHus B nososoTo passutme / 46XY sex NUCLEAR RECEPTOR SUBFAMILY 5, GROUP CeKBeHUupaHe no
168 reversal NR5A1 A, MEMBER 1, SF1 420,00 ns.. Sanger 10 paboTHM aHM
HapyuweHus B cnepmartoreHesara / NUCLEAR RECEPTOR SUBFAMILY 5, GROUP CeKBeHUpaHe no
169 Spermatogenic failure NRSAL A, MEMBER 1, SF1 420,00 ne. Sanger 10 pacotHy Ay
170 | HacneactBeHa HEMOHOCMMOCT KbM GpPYyKTO3a ALDOB ALDOLASE B 450,00 ns.. ceKBeS:::::e no 10 paboTHM aHM
171 | HacheacTBeHa HECMHAPOMHA FIYXOTa CONNEXIN 26 | GAP JUNCTION PROTEIN, BETA-2; GJB2 500,00 8. CeKB‘Z::gZ':e M9 1 10 pa6othu anm
172 | HacheacTBeHa HECMHAPOMHA FIYXOTa CONNEXIN 30 | GAP JUNCTION PROTEIN, BETA-2; GJB2 500,00 np. | CCeCHMIPARENO 4 haBotHu aHu

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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pesyntat
173 | HacneacTeeHa HECMHAPOMHA FyXoTa CONNEXIN31 | GAP JUNCTION PROTEIN, BETA-2; GJB2 420,00 7. CeKB‘;::z:re M9 1 10 pabotHn anm
174 | HacneacTeeHa HECMHAPOMHA FyXOTa CONNEXIN 43 | GAP JUNCTION PROTEIN, BETA-2; GJB2 420,00 78 CeKBZ’;:zzre M9 1 10 pa6otHm anm
175 | HacneacTseHa chepouuTosa ANK1 ANKYRIN 1 3 900,00 sg. CeKBeS';:zzre M9 | 10 pabothu ann
HacneacrseHa xemoparvMyHa TeseaHrmeKkTasms CeKBeHupaHe no
17 EN ENDOGLIN 14 . 1
6 (Osler-Weber-Rendu-disease) G oG 00,00 ne Sanger 0 paborhu Apm
177 | 1BC/ICACTBEHA XEMOPATUHA TENCAHIVIEKTA3NA | b\ w0 Alk1 | ENDOGLIN & ALK1 800,00 7. MLPA 10 paboTHM AHM
(Osler-Weber-Rendu-disease)
HacneacrtseHa xemoparnyHa TeneaHrmeKkTasusa ACTIVIN A RECEPTOR, TYPE II-LIKE 1, CEeKBeHMpaHe no
178 (6onect Ha Osler-Weber-Rendu) ALK1 ACVRL1 1000,00 7. Sanger 10 paborrin Arm
179 | HeBpodubpomatosa, Tmn 1 NF1 NEUROFIBROMIN 1 800,00 ns. MLPA 10 paboTHM aHM
180 | HeBpodubpomatosa, Tmn 1 NF1 NEUROFIBROMIN 1 3 600,00 ns. CGKB(;::;:::IG no 10 paboTHM aHM
181 | HeBpodubpomatosa, Tmn 2 NF2 NEUROFIBROMIN 2 800,00 ns. MLPA 10 paboTHM aHM
182 | HeBpodubpomatosa, Tmn 2 NF2 NEUROFIBROMIN 2 1 100,00 ns.. ceKBeS::g::le no 10 paboTHM aHM
183 | Hecnapomua KpaHuocuHocTosa, Unicoronal | FGFR2 FIBROBLAST GROWTH FACTOR RECEPTOR 2 | 1 000,00 sis. CeKB‘Z::gZ':e M9 1 10 pa6othu anm
184 | Hecvnapomna Tpurorouedanva / FGFR1 FIBROBLAST GROWTH FACTOR RECEPTOR 1 | 1000,00 ng.| CSXBEMVPAHENO 114 haBorhm anm
Trigonocephaly Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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CEeKBEHMpaHe no
185 | OkynodapuHreanHa MyckyaHa guctpooun PABPN1 EI(L)JI&T_AEiERNILATE BINDING PROTEIN, 700,00 nB. | Sanger u ®parmeHTeH | 10 paboTHU AHU
’ aHaNn3 3a eKcnaH3ua
CeKBeHMpaHe no
OnpepaensaHe Ha onTUMasHa nedyebHa fo3a ATP-BINDING CASSETTE, SUBFAMILY B,
186 KonxuumH, Naknutakcen u ap. ABCB1 MEMBER 1/ MDR1 40,00 n&. Sanger 10 pabotHy Apm
KOHKpEeTHa myTaumsa
187 | OpHUTMH TpaHCcKap6ammaaseH aeduumT oTC ORNITHINE CARBAMOYLTRANSFERASE 600,00 7B CeKBZ’;:zzre M9 1 10 pabotHm anm
188 | OpHUTUH TpaHCcKapbamunaseH aepuunt OTC ORNITHINE CARBAMOYLTRANSFERASE 800,00 ns. MLPA 10 paboTHU gHKU
OcteoreHesunc Umnepdekta Tin LIIA, 1IB, I, IV, V
) CeKBeHMpaHe no
189 |/ Osteogenesis Imperfecta - type |, IIA, 11B, I, IV, | COL1A1 COLLAGEN, TYPE I, ALPHA-1 1 600,00 ns. Sanger 10 paboTHu aHM
Y
OcteoreHesunc Mmnepdekta Tin LIIA, 1IB, I, IV, V
) CeKBeHMpaHe no
190 |/ Osteogenesis Imperfecta - type |, lIA, 11B, 11, IV, | COL1A2 COLLAGEN, TYPE I, ALPHA-1 2 400,00 ns.. Sanger 10 paboTHM aHM
Y
OcteoreHesunc Mmnepdekta Tin LIIA, 1IB, I, IV, V ceKBEHMDAHE MO
191 |/ Osteogenesis Imperfecta - type |, lIA, 1IB, I, IV, | CRTAP CARTILAGE-ASSOCIATED PROTEIN 1 000,00 ns. Sanger 10 paboTHU aHK
Y
OcteoreHesunc Umnepdekta Tin LIIA, 1IB, I, IV, V
) INTERFERON-INDUCED TRANSMEMBRANE CEeKBEHMpaHe no
192 (/Osteogenesm Imperfecta - type |, 1A, 1IB, I, IV, | IFITM5 PROTEIN 5 500,00 ns. Sanger 10 paboTHM aHM
. CEeKBEHMpaHe no
- - - E ECE
193 MepunopamyHa TpecKa - TNF-receptor-associated TNERSF1A TUMOR NECROSIS FACTOR RECEPTOR 200,00 75, Sanger — 10 paBoTHi AHM

periodic syndrome

SUPERFAMILY, MEMBER 1A

Han-yecTn mMyTaunmn

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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. CEKBEHUpaHe no
MepunoamnyHa TpecKa - TNF-receptor-associated TUMOR NECROSIS FACTOR RECEPTOR
194 periodic syndrome TNFRSF1A SUPERFAMILY, MEMBER 1A 750,00 nB.| Sanger - UANOCTHO 10 paboTHu aHu
CEKBEHUpaHe
MupunaokcammH 5'-pocoat okenaaseH aednunt PYRIDOXAMINE 5-PRIME-PHOSPHATE CeKBeHMpaHe no
1 PNP 7 . 1
9 / Pyridoxamine 5'-phosphate oxidase deficiency © OXIDASE 00,00 ne Sanger 0 paborhu Apm
ALDEHYDE DEHYDROGENASE 7 FAMILY, CeKBeHupaHe no
196 | MNupunAaoKCUH-3aBUCMMA ennnencusa ALDH7A1 MEMBER A1 950,00 ns. Sanger 10 paboTHM aHM
CEKBEHMpaHe no
197 Monmmopdusem 8 Arekcuk 5 - M1/M2 ANXAS ANNEXIN A5 70,00 ns. Sanger — 10 paboTHu aHM
XannoTmn
M1/M2 xannotun
198 | Npexaespemeren nybeptet tip 1, uenTpaneH | KISS1R KISS1 RECEPTOR 630,00 1B. CeKBz:::z:e M9 1 10 pabotHn anm
199 | NpesxaespemeHen nyGepTeT, LeHTpaneH 2 MKRN3 MAKORIN 3 440,00 ns. CEKBGS:::::G M9 | 10 pa6orhu anm
200 | NTPeXAEBPEMEHHA A HIKOBA HEAOCTATLUHOCT /| o) 1o BONE MORPHOGENETIC PROTEIN 15 300,00 np.|  CERBEMMPANENO 14 paBoTHM anm
POF Sanger
MpexaeBpemeHHa ANYHUKOBA HegocTaTbyYHOCT / FOLLICULOGENESIS-SPECIFIC bHLH CeKBeHMpaHe no
201 1 poF FIGLA TRANSCRIPTION FACTOR 300,00 ne. Sanger 10 pabothm Ariu
202 MpexaeBpemeHHa ANYHUKOBA HegocTaTbyHOCT / EMR1 FMR.P TRANSLATIONAL R!EGULATQR 1, 150,00 75| PparmeHTeH aHanM3 10 paBoTHi AHM
POF Fragile X mental retardation protein
203 Egi’mespe""e“”a ARYHMKOBA HEAOCTATBUHOCT / | Ly FORKHEAD TRANSCRIPTION FACTOR FOXL2 | 250,00 7. Ce“‘;::g::'e M9 1 10 pabotHn anm
204 |NTPEXAECBPEMEHHA AIHIKOBA HEAOCTATBYHOCT /| \ 5 oy NOBOX OOGENESIS HOMEOBOX 600,00 np. |  CCREERMIPAHENO 4 baBoTHm amm

POF

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcrosHue LeHa nosiy4aBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
PaHHa EnnnentuyHa EHuedanonatusa, tun 13 / SODIUM VOLTAGE-GATED CHANNEL, ALPHA CeKBeHupaHe no
2 CN8A 27 . 1
05 Early infantile epileptic encephalopathy, type 9 SCN8 SUBUNIT 8 00,00 ne Sanger 0 pabothy Apm
PaHHaTa MHpaHTUAHA enuaenTUYHa
. . . . POTASSIUM CHANNEL, VOLTAGE-GATED, CeKBeHMpaHe no
206 | eHuedanonatus / Early infantile epileptic KCNQ2 KQT-LIKE SUBFAMILY, MEMBER 2 1 100,00 ns. Sanger 10 paboTHM aHM
encephalopathy, type 7 (EIEE)
207 PeuenTop 3a roHagoTponnH-ocBob60XKAaBally, GNRHR GONADOTROPIN-RELEASING HORMONE 350,00 6. CeKBeHupaHe no 10 paboTH AN
XOPMOH RECEPTOR Sanger
LUTEINIZING CeKBeHMpaHe no
208 | PeuenTtop 3a nyTeMHM3apaLy XopmoH LH LHCGR HORMONE/CHORIOGONADOTROPIN 650,00 ns. P 10 paboTHu aHM
Sanger
RECEPTOR
FOLLICLE-STIMULATING HORMONE CeKBeHMpaHe no
209 | PeuenTop 3a GONKYIOCTUMYANPALL XOPMOH FSHR RECEPTOR 650,00 8. Sanger 10 paboTHU gHKU
CunHgpom Ha Andersen-Tawil / Andersen POTASSIUM CHANNEL, INWARDLY CEeKBEHMpaHe no
210 | e rdiodysrhythmic periodic paralysis KCNJ2 RECTIFYING, SUBFAMILY J, MEMBER 2 900,00 ne. Sanger 10 pacotHy Ay
211 | CuHapom Ha Kallmann KAL1 ANOSMIN 1 800,00 ns.. MLPA 10 paboTHu gHK
212 |CuHapom Ha Kallmann KAL1 ANOSMIN 1 1 400,00 ns. CeKBZ::::':e no 10 paboTHM aHM
. TRANSFORMING GROWTH FACTOR-BETA CeKBeHMpaHe no
213 | CnHapom Ha Loeys-Dietz TGFBR1 RECEPTOR, TYPE | 900,00 ns. Sanger 10 paboTHM aHM
. TRANSFORMING GROWTH FACTOR-BETA CEeKBeHMpaHe No
214 | CuHapom Ha Loeys-Dietz TGFBR2 RECEPTOR, TYPE I 850,00 ns. Sanger 10 paboTHU aHK
TGEBR1 & TRANSFORMING GROWTH FACTOR-BETA
215 | CnHapom Ha Loeys-Dietz TGEBR2 RECEPTOR, TYPE | & TRANSFORMING 800,00 ns. MLPA 10 paboTHu aHM
GROWTH FACTOR-BETA RECEPTOR, TYPE Il

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcrosHue LeHa nosiy4aBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
216 | CuHapom Ha Peutz-Jeghers STK11 SERINE/THREONINE PROTEIN KINASE 11 800,00 ns. MLPA 10 paboTHM aHM
217 | CuHapom Ha Peutz-Jeghers STK11 SERINE/THREONINE PROTEIN KINASE 11 600,00 7B CeKBZ’;:zzre M9 1 10 pa6otHm anm
718 CuHapom Ha AH,u.,p.o.reHHaTa HeYyBCTBUTENHOCT - AR ANDROGEN RECEPTOR 1.000,00 7. CeKkBeHMpaHe no 10 pa6oTHM AN
Androgen Insensitivity Syndrome AIS Sanger
CnHpgpom Ha [pase n leHepanmsnpaHa SODIUM VOLTAGE-GATED CHANNEL, ALPHA
21 N1A . MLPA 1
9 enunencua c ¢ebpunHm rbpyose natoc (GEFS+) S¢ SUBUNIT 1 800,00 ne 0 paborhu Apm
CnHgpom Ha [pase n NeHepanmsnpaHa SODIUM VOLTAGE-GATED CHANNEL, ALPHA CeKBeHMpaHe no
220 enunencua c ¢bebpunHu rbpyose natoc (GEFS+) SCNIA SUBUNIT 1 170,00 n&. Sanger 10 pabothu A
CnHpgpom Ha [pase n NeHepanmsnpaHa SODIUM VOLTAGE-GATED CHANNEL, BETA CEeKBeHMpaHe no
221 enunencua c bebpunHu rbpyose natoc (GEFS+) SCN18B SUBUNIT 1 350,00 7. Sanger 10 pabothu A
. UDP-GLYCOSYLTRANSFERASE 1 FAMILY,
222 | CuHapom Ha ¥unbep / Gilbert syndrome UGT1A1 POLYPEPTIDE Al 150,00 nB.| ®parmeHTeH aHanm3 | 10 paboTHM AHU
cuHapom Ha KoduH-loypu / Coffin-Lowry CeKBeHUpaHe no
223 . . . RPS6KA3 RIBOSOMAL PROTEIN S6 KINASE, 90-KD, 3 1 000,00 ns. 10 paboTHM aHM
Syndrome; Ribosomal protein S6 kinase Sanger
FBN1 & FIBRILLIN 1 & TRANSFORMING GROWTH
224 | CuHapom Ha MapdaH / Marfan syndrome TGEBR2 FACTOR-BETA RECEPTOR, TYPE Il 1 500,00 ns.. MLPA 10 paboTHM aHM
PROTEIN-TYROSINE PHOSPHATASE, CEeKBEHMpaHe no
225 | cuHgpom Ha HyHaH / Noonan syndrome PTPN11 NONRECEPTOR-TYPE, 11 1 100,00 ns.. Sanger 10 paboTHM aHM
226 |CuHapom Ha Pet / Rett Syndrome MECP2 METHYL-CpG-BINDING PROTEIN 2 800,00 ns. MLPA 10 paboTHu aHM
227 | CrAPOM Ha Pet / Rett Syndrome, Methyl-CpG- |\ o) METHYL-CpG-BINDING PROTEIN 2 500,00 np. | CCReCHMIPARENO 4 haBoTHu aHu

binding proteine 2

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bupg reHeTuueH
CbcrosHue LeHa nosiy4aBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
CuHApPOM Ha yynameaTa X-xpomosoma tmn 1/ FMRP TRANSLATIONAL REGULATOR 1, ®parmeHTeH aHaNMU3 -
228 'C."p Y P FMR1 Fragile X mental retardation protein / AFF2 800,00 ns.. P 10 paboTHu aHM
Fragile X syndrome FraXA rer (CGG)n ekcnaHsua
229 CuHApom Ha yynaneata X-xpomosoma tin 2 / EMR2 AF4/FMR2 FAM!LY, MEMBER 2, Fragile site 500,00 5. ®dparmeHTeH aHaNU3 - 10 paboTH AN
FraXE mental retardation 2 gene (GCC)n ekcnaHsua
CnuHanHa n bynbapHa MyckynHa atpodus, ®PparmeHTeH aHanu3 -
230 | bonect Ha KeHean / AR ANDROGEN RECEPTOR 250,00 nB.| 6poit CAG noetopn B | 10 paboTHM AHU
Spinal and bulbar muscular atrophy of Kennedy eK3oH 1
237 | CTMHaAHa myckynHa atpogwa / SMN1 SURVIVAL OF MOTOR NEURON 1 800,00 7. MLPA 10 paboTHM AHM
Spinal muscular atrophy
232 | CnuHouepebenapHata atakems SCA 11 TTBK2 TAU TUBULIN KINASE 2 1 350,00 ns.. CGKB(;::;:::IG no 10 paboTHU aHM
POTASSIUM CHANNEL, VOLTAGE-GATED, CeKBeHMpaHe nNo
233 | CnuHouepebenapHata atakcmus SCA 13 KCNC3 SHAW-RELATED SUBFAMILY, MEMBER 3 800,00 ns. Sanger 10 paboTHM aHM
234 | CnuHouepebenapHaTa atakema SCA 14 PRKCG PROTEIN KINASE C, GAMMA 1 400,00 ns.. CGKB(;::;:::IG no 10 paboTHM aHM
235 | CnuHouepebenapHaTa atakema SCA 5 SPTBN2 SPECTRIN, BETA, NONERYTHROCYTIC, 2 700,00 nB.. CGKB(;::;:::IG no 10 paboTHM aHM
®PparmeHTeH aHaNMU3 -
236 | CnuHouepebenapHata atakema SCA1 ATXN1 ATAXIN 1 300,00 ns. (CAG)n eKcnaHaus 10 paboTHu aHM
237 | CnuHouepebenapHaTa atakema SCA10 ATXN10 ATAXIN 10 500,00 ns. PparmenTeH aams - 10 paboTHu aHu

(ATTCT) ekcnaHsua

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!

22




? FEHOMEH LEHTBP

BbJAFAPUA

\

www.genica.bg
0700 20442

IFEHETUYHHU U3CJIEABAHHUA - CbCTOAHUA (o a36ydeH pen)

g
[Elaa%:

Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CbcToAiHMe LeHa noJsiyyaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesynTtar
PROTEIN PHOSPHATASE 2, REGULATORY PparmeHTEH aHaNN3-
238 | CnnHouepebenapHaTa atakcua SCA12 PPP2R2B SUBUNIT B, BETA 500,00 ns. (CAG)n excnarans 10 paboTHU gHK
dparmeHTeH aHaNus -
239 | CTMHouepebenapHara atakcua SCALY TBP TATA BOX-BINDING PROTEIN 500,00 n18.|  (CAG mam CAA) 10 paboTHY AHM
(Huntington-like 4)
eKcnaH3us
240 | CinHouepebenapHaTa atakcua SCA2 ATXN2 ATAXIN 2 300,00 nip, | PPATMEHTEH AHAMS - | )y 6t v
(CAG)n ekcnaH3us
CnuHouepebenapHaTta aTtakcusa SCA3 ®dparmeHTeH aHaNU3 -
241 | MACHADO-JOSEPH DISEASE; MID) ATXN3 ATAXIN 3 300,0078- | G)n encaraug | L0 PAOOTHY AHM
242 | CinHouepebenapHaTa atakcua SCA7 ATXN7 ATAXIN 7 500,00 nip, | PPATMEHTEH AHAMS - | )y 6t v
(CAG)n ekcnaH3us
dparmeHTeH aHanus -
243 | CnuHouepebenapHaTta atakcua SCA8 ATXNS8 ATAXIN 8 500,00 ns. CTG/CAG eKcnaHana 10 paboTHM aHM
CpenHoBepuKHa aunn-KoA gexmaporeHasHa CeKBeHMpaHe no
244 | HepocTaTbyHOCT / Medium-Chain Acyl- ACADM éﬁZI;NC7ﬁAIZiI;YDROGENASE, MEDIUM 70,00 ns.. Sanger — 10 paboTHM aHM
Coenzyme A Dehydrogenase Deficiency (MCAD) KOHKPETHa MyTauus
245 | CynduT okcmaaseH aepuumt SUOX SULFITE OXIDASE 800,00 ns. CeKBZ::::':e no 10 paboTHU aHK
246 | J2HaTOdOpHa AvcnnasuA Tan 11 2 / FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR 3 | 1000,00 ng.| CEXBEHMPAHENO 14 a6othm amm
Thanatophoric dysplasia, typel & 2 Sanger
247 damunHa AgeHomatosHa Moaunosa (APC) / APC APC REGULATOR OF WNT SIGNALING 800,00 15. MLPA 10 paboTHN AHM
CuHpgpom Ha MNapgHep PATHWAY
548 damunHa AgeHomatosHa Moaunosa (APC) / APC APC REGULATOR OF WNT SIGNALING 2 000,00 n&. CEeKBeHMpaHe No 10 paBoTHi AHM

CuHapom Ha MapaHep (Gardner Syndrome)

PATHWAY

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
leH — lfeH - Bua reHeTuuyeH
CbcrosHue LeHa nosiy4aBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar
CeKBeHuMpaHe no
249 damunHa AgeHomartosHa Moaunosa (APC) / APC APC REGULATOR OF WNT SIGNALING 600,00 715 Sanger — 10 paBoTHit AHM
CuHapom Ha MapaHep (Gardner Syndrome) PATHWAY nanen
damumaHa amunongHa NnoJMHeBpONaTHA CeKBEHUpaHe Mo
2 TTR TRANSTHYRETIN 4 . 1
>0 (Amyloidosis, Hereditary, Transthyretin-related) > 00,00 ne Sanger 0 paborhu Apm
ATP-BINDING CASSETTE, SUBFAMILY B,
251 | damunHa nHTpaxenaTasHa xonecrasa, Tmn 3 ABCB4 MEMBER 4; MULTIDRUG RESISTANCE 3; 800,00 ns.. MLPA 10 paboTHu aHM
MDR3; P-GLYCOPROTEIN 3; PGY3
ATP-BINDING CASSETTE, SUBFAMILY B, ceKBEHWDAHE MO
252 | damunHa nHTpaxenaTasHa xonecrasa, Tmn 3 ABCB4 MEMBER 4; MULTIDRUG RESISTANCE 3; 2 800,00 ns.. Sanper 10 paboTHu aHM
MDR3; P-GLYCOPROTEIN 3; PGY3 &
damunHa napumanHa amnoguctpodusa / Familial CeKBeHMpaHe no
2 LMNA LAMIN A 1 . 1
>3 partial lipodystrophy (FPLD) /C 000,00 78 Sanger 0 paboThm Anu
- CEKBEHMpaHe no
254 dJaMMHa CpeansemHomopcka Tpecka (Familial MEEV MEFV INNATE IMMUNITY REGULATOR, 600,00 15. Sanger — 10 paboTH AHM
Mediterranean fever) PYRIN .
HaM-4ecTn myTaumm
- CEKBEHMpaHe no
255 dJaMMHa CpeansemHomopcka Tpecka (Familial MEEV MEFV INNATE IMMUNITY REGULATOR, 1.000,00 15 Sanger - 10 paboTH AHM
Mediterranean fever) - mytauum B reHa MEFV PYRIN
Mb/IHO CEKBEHUPAHE
256 damunaHa xMnomarHesmemmsa ¢ XmnepKaaunypus CLDN16 CLAUDIN 16 750,00 5. CeKBeHMpaHe no 10 paboTH AHM
1 HedpoKanLMHO3a Sanger
daumo-ckanyno-xymepanHa guctpoopma 1 A ®parmeHTeH aHanu3 -
257 | (Facioscapulohumeral muscular dystrophy - D4z4 DOUBLE HOMEOBOX PROTEIN 4; DUX4 960,00 nB. MUKpocaTenTeH 10 paboTHu aHM
FSHD) NOBTOPEH PErnoH
258 | denmnketonypus / Phenylketouria PAH PHENYLALANINE HYDROXYLASE 2000,00 np.|  CCREERVIPARENO 4 haBoThu aHu

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a

lFeH - FeH — Bug reHeTnueH

CbcToAaHue LLeHa nosy4yaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyntar

. FOLLICLE-STIMULATING HORMONE, BETA CeKBeHMpaHe Mo
259 | doankynoctumynmpall xopmoH, [ - Polypeptide | FSHB POLYPEPTIDE 200,00 ns. Sanger 10 paboTHU gHK
260 | dpoHToHasanHa aucnasua, Tun | ALX3 ARISTALESS-LIKE HOMEOBOX 3 500,00 8. CeKBZ’;:zzre M9 | 10 pa6orhu anm

NNra3HoO 3aBUCUMaA
261 | Xemoduaus A (Coagulation factor VIII) F8 COAGULATION FACTOR VIII 500,00 np, | 2MTMOUKBUAA - |0 6T
MHBEPCUNA Ha NUHTPOH
22

262 | Xemodunua A (Coagulation factor VIII) F8 COAGULATION FACTOR VIl 3 600,00 /8. CeKBZ’;:zzre M9 1 10 pa6otHm anm
263 | Xemoduama B (Coagulation factor IX) F9 COAGULATION FACTOR IX 1 000,00 76 CeKBeS::gzre M9 | 10 pa6orru anu

CeKBEHUpPaHE No
264 | XemoxpomaTtosa HFE HOMEOSTATIC IRON REGULATOR 80,00 ns. Sanger — 10 paboTHM aHM

Han-yectTun MmyTauunmn
265 | Xemoxpomarosa HFE HOMEOSTATIC IRON REGULATOR 600,00 8. CEKBGS:::::G M9 | 10 pa6orhu anm
. UDP-GLYCOSYLTRANSFERASE 1 FAMILY,

266 | XenaToTOKCMYHOCT Npu Tepanua c Irinotecan UGT1Al POLYPEPTIDE Al 110,00 nB. | ®parmeHTeH aHan3 10 paboTHu aHM
267 | XunepTpurinuepuaemms APOAS APOLIPOPROTEIN A-V, LIPI (LIPASE I) 500,00 8. CeKBZ::gZ?e M9 1 10 pabotHn anm
268 | Xunepxonecreponemus LDLR LOW DENSITY LIPOPROTEIN RECEPTOR 800,00 ns. MLPA 10 paboTHu aHM
269 | Xunepxonecreponemus LDLR LOW DENSITY LIPOPROTEIN RECEPTOR 900,00 ns. ceksiz:g::ie no 10 paboTHU aHM

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTuuyeH
CocrosiHue LeHa nosy4yaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyartar
270 | XNOrOHaAOTpONEH XNNOTOHaAAM3LM / FGFR1 FIBROBLAST GROWTH FACTOR RECEPTOR 1 | 1000,00 ng.| CEXBEHVMPAHENO 14 a6oTHm mnm
Hypogonadotropic hypogonadism Sanger
271 | Xunoxomaponnasus FGFR3 FIBROBLAST GROWTH FACTOR RECEPTOR 3 | 1 000,00 7is. CeKBZ’;:zzre M9 | 10 pa6orhu anm
. O -
272 | Xopes Ha Huntington HTT HUNTINGTIN 500,00 ns. fg;"c"i)e:zit;:::m”: 10 paBoTHU AHM
X- A X-
273 | X-CBYP3aH BYTUSLIM, CUHAPOM Ha Acneprep /X- |\ o3 NEUROLIGIN 3 600,00 ng. | CEKBEHMPAMENO |4 haGoThu ann
Linked Autism, Asperger Syndrome Sanger
274 X.—csbpsaH .amiabM, cuHapom Ha Acneprep / X- NLGN4 NEUROLIGIN 4 600,00 715 CeKBeHMpaHe no 10 paboTHI AHN
Linked Autism, Asperger Syndrome Sanger
275 | X-CBPP33H IMMPONPOMMEPATUBEH CUHAPOM | ) ) SH2 DOMAIN PROTEIN 1A 660,00 ng.|  CSRBEMMPARENO 4 haBoTHu anm
(CvHapom Ha ObHKaH) Sanger
X-cBbp3aHa nuseHuedanma tmn 2 / ARISTALESS-RELATED HOMEOBOX, X- CeKBeHMpaHe nNo
276 Lissencephaly X-linked, type 2 ARX LINKED >00,00 ne. Sanger 10 paborrin Arm
X-cBbp3aHa MUOKAMHANHA enNnaencus ¢
YMCTBEHO M30CTaBaHe 1 cnactuyHocT / ARISTALESS-RELATED HOMEOBOX, X- CeKBeHUpaHe no
277 . . . . ARX R . 1
Myoclonic epilepsy X-linked with mental LINKED >00,00 ne Sanger 0 pabothy Apm
retardation and spasticity
LepebpanHa ABTO30OMHO-LOMWHAHTHA
278 | apTepuonatma cbC CybKopTMKaNHU UHPapktn n | NOTCH3 NOTCH RECEPTOR 3 800,00 ns. MLPA 10 paboTHu aHM
neskoeHuedanonatma (CADASIL)
LepebpanHa ABTO3OMHO-AOMWUHAHTHA
CEKBEHMpaHe no
279 | apTepuonaTtma cbC CybKopTMKANHU UHPapkTM n | NOTCH3 NOTCH RECEPTOR 3 1 900,00 ns.. 10 paboTHu aHM

neskoeHuedanonatma (CADASIL)

Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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Bpeme 3a
lFeH - FeH — Bug reHeTnueH
CocrosiHue LeHa nosy4yaBaHe Ha
KpaTKo nme Nb/IHO HAaumeHoBaHue no OMIM aHanus
pesyartar
SOLUTE CARRIER FAMILY 25 (CITRIN), CeKBeHupaHe no
280 | UntpyanHemma, tmn |l SLC25A13 MEMBER 13 1 600,00 ns.. Sanger 10 paboTHU gHK
281 | HOBeHWNHa MHTEeCTMHA/HA NOoAMNo3a SMAD4 SMAD FAMILY MEMBER 4 800,00 ns. MLPA 10 paboTHu aHu
282 | lOBEHWAHA MHTECTUHANHA NOAMMO3a SMAD4 SMAD FAMILY MEMBER 4 1 100,00 7i&. CeKBZ’;:zzre M9 | 10 pa6orhu anm
2g3 | f0BeHMAHE Xnanurika dubpomatosa/uvenile |\ 1yps ANTHRAX TOXIN RECEPTOR 2 1850,00 ng.|  CCKBEHMPAMENO 14 haGotHu aHm
Hyaline Fibromatosis Sanger

AKO He OTKpuBaTe KOHKPETHO CbCTOAHME — MOJIA, CBbPXKETe ce C Hac, 3a Aa Bu CbAeVICTBaMe!
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