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GENEPLANET

NIPT PREMIUM
CnNnchLK Ha TecTBaHMTe 3abonssBaHUA

* CuHApoMm Ha [layH (Tpusomus 21), cuHgpom Ha Eayapac (Tpusomus 18) u cnHapoM Ha Matay (Tpusomus 13)
* Tpusomun 9, 16 n 22

* AHeynnonaumn Ha nonosuTte xpomosomu (XO, XXX, XXY, XYY)

* 92 cHApOMa Ha Aeneuus/aynavkaums (3a mbaeH CMcbK BUXTE No-40/y)

* Bcuuky Apyrv aBTO30MHMW aHeynaouaumn 1 geneuvn/aynankaummn®

* 218 egHOreHHV 3a6015BaHUA (3@ MbIEH CMUCHK BUXTE MO-A0J1Y)

* MHdopmaLys 3a nona

*B clyyaii e NauveHTbT n3bepe MHUMABHTHY HaXOAKY (AeNeunn v Aynarkaumm, no-ronemMm ot 5 MuanoHa 6a3osu ABOVKK).

92 cmHppoma Ha aeneuus/paynnmnkauus (PRO)

CyHAPOM Ha Anaxiin 1, CUHAPOM Ha AHresiMaH, Jyrinkaumsa Ha xpomosomMa 10p, cHApoM Ha Aeneums Ha xpomosomMa 10p12-p11, cviHApoM Ha genelyis Ha xpomosoma 10922.3-g23.2, CHAPOM Ha geneums
Ha xpomozoma 1026, CMHAPOM Ha AeneLyist Ha Xpomosoma 11p11.2 (cvHapom Ha Motoku-LLiadep ), cuHapoM Ha Aeneuyist Ha xpomosoma 11p13 (cvHgpom WAGR), CUHAPOM Ha JeneLyst Ha XpoMo3oMa
1123, aynavkaums Ha Xpomo3oMa 12p, CHAPOM Ha MUKPOAeneLms Ha Xpomo3omMa 12p12.1, cuiHApOM Ha MUKpoAeneLmsa Ha xpoMosoMa 12q14, cHApoM Ha Aeneums Ha xpomosoMa 13q14, aynankaumsa Ha
Xpomo3oMa 14q, CUHAPOM Ha Aenelyst Ha xpomosoma 14q11-022, cuHapoM Ha Aenelyis Ha Xpomosoma 14422 (cMHAPOM Ha Ppriac), CMHAPOM Ha Aeneums Ha xpoMosoma 15q14, CcMHAPOM Ha MUKpoAeneLms
Ha xpomo3oMa 15q24, CUHAPOM Ha CBPBXPACTeX Ha Xpomosoma 15026, cvHApoM Ha geneums Ha xpomo3oMa 15g26-gter, CMHAPOM Ha AenieLyist Ha Xpomosoma 16p12.2-p11.2, cMHAPOM Ha Aynavkaums Ha
xpomo3oma 16p12.2-p11.2, cUHAPOM Ha ieneLms Ha Xpomosoma 16p13.3, cHAPOM Ha AynavkaLms Ha Xpomosoma 16p13.3, cHAPOM Ha AynavikaLms Ha XpoMo3oma 17p, CUHAPOM Ha AeneLyis Ha XxpoMo3oMa
17p13.3, cHAPOM Ha Zynavkauvs Ha Xpomo3omMa 17p13.3, cHAPOM Ha AenieLns Ha xpoMosoma 18p, CHAPOM Ha AenieLns Ha xpoMosoma 1p32-p31, cHAPOM Ha eneuyis Ha Xpomosoma 1p36, CUHAPOM Ha
JAeneups Ha xpomosomMa 1g41-g42 crHapom, Aynankaums Ha xpomosoMa 20p, JeneLys Ha XpoMosoma 21922, cMHAPOM Ha Aenelvis Ha Xpomosoma 22q11.2 (crHapom Ha [y kopapk), CUHAPOM Ha AeneLmsa
Ha Xpomosoma 2p16.1-p15, Aynamkaums Ha XpomMo30Ma 24, CUHAPOM Ha AyriMKaLma Ha XxpoMosoma 2g31.1, cMHApOM Ha MYKpoZAeneLvs Ha Xpomo3omMa 2q31.1, cHApOM Ha Aeneums Ha Xxpomosoma 2033
.1 (cvHapom Ha Glass), cHapoM Ha geneLmst Ha XpomMo3oMa 237, CUHAPOM Ha ienelis Ha XpoMo3oMa 3pter-p25, AyrivkaLus Ha XpoMo3oMa 3q, CUHAPOM Ha AeneLyst Ha xpomo3oMa 3q13.31, gynavikauus
Ha XpOMO30Ma 4p, CUHAPOM Ha AeneLus Ha XpoMo3oMa 4p16.3 (CUHAPOM Ha Bong-XvpLLXOPH) , CUHAPOM Ha Aeneuus Ha XpoMo3oMa 4021, Aynivikaums Ha XpoMO30oMa 5p, CYHAPOM Ha Aynavikaums Ha
XpPOMO30Ma 5p13, cHAPOM Ha JeneLyist Ha Xpomo3soma 5q12, cHAPOM Ha Zeneums Ha xpoMosoma 5q14.3, AeneLns Ha XpoMo30Ma 6p, CUHAPOM Ha JeneLyst Ha XpoMo3oma bpter-p24, CUHAPOM Ha Jeneums
Ha Ha xpomosoma 6q11-q14, cHApoM Ha AeneLms Ha Xpomo3oma 6q15-023 cuHAPOM, CUHAPOM Ha AeneLms Ha XpoMo3oMa 6024-025, CHAPOM Ha JeneLyisi Ha XpoMo30oMa 6g25-gter, CHAPOM Ha Aeneuvis
Ha Xpomo3oma 6026-q27, AeneLms Ha XpoMo3oMa 7q, CUHAPOM Ha AeneLmns Ha xpoMosoma 7q11.23, geneums Ha xpomosoma 7¢21-q32, Aeneums Ha xpomosoMa 7q 31-q32, ynankaums Ha Xxpomosoma 8p,
CUHAPOM Ha Jeneuvis Ha XpoMo3oMa 8p23.1, CUHAPOM Ha Aynavkauys Ha Xpomosoma 8p23.1, Ayrninkaums Ha Xpomo3oma 8q, CUHAPOM Ha Jenelyis Ha Xpomo3omMa 8022.1, CMHAPOM Ha Aynavikaums Ha
Xpomo3omMa 8q22.1, CcMHAPOM Ha AeneLyist Ha XpoMo3oma 9p, Ayr/ivkaums Ha XpoMo3oma 9p, CUHAPOM Ha Ayravkaums Ha xpomosomMa Xp11.23- p11.22, ciHAPOM Ha Aeneums Ha XpomMo3omMa Xp21, CHApPoM
Ha lynanKaLms Ha XxpoMo3oma Xg21, CUHAPOM Ha AeneLiyisl Ha XpoMo30Ma Xq22.3, CUHAPOM Ha AyriKaLyisa Ha XxpomMo3oMa Xq27.3-g28, cviHapoM Ha Kpu Ao L, CUHAPOM Ha JeHan-YOoKbp, CUHAPOM Ha Ay
[DKOpAK 2, AncTanHa feneuys B/Ha xpomosoma 13q, AnctanHa Aeneuvs B/Ha Xpomo3oMa 15q, CHAPOM Ha AncTanHa Aeneuvis B/Ha xpomosoMa 18, AvcTanHa Aynavkaums B/Ha Xpomosoma 3p, AnctanHa
/ZleneLs B/Ha xpomo3oMa 4q, ANCTanHa AynavikaLlms B/Ha XpomMo3oMa 4q, CUHAPOM Ha SIKobceH, CHAPOM Ha JlaHrep-TANOoH, cuHAPOM Ha JleBu-LLiaHcke, cuHapoM Ha MoToLkm-/lyncku, cuHapoM Ha Mpagep-

Bunw, npokcnmanHa aeneuvis B/Ha xpomosoma 14q , NpokcmanHa Aynavkawums B/Ha Xxpomo3omMa 164, cuHapom Ha CmuT-MareHunc, cnHapom Ha Foan-Xapen-/lynckim

218 egHoreHHu 3a6bonsaBaHusa (MONO)

FEH EAHOTEHHW 3ABOJISIBAHUSA MONOGENIC CONDITION

ACTB CuHApOM Ha bapaiitcep-YuHTep 1 Baraitser-Winter syndrome 1

ACTG1 CuHapoMm Ha bapaiiTcep-YuHTtep 2 Baraitser-Winter syndrome 2

ACTG2 BucuepanHa muonatus 1 Visceral myopathy 1

ACVR1 MporpecnBHa ocnduumpatla ¢pnbpoamcniasns Fibrodysplasia Ossificans Progressiva

ADNP ABTO30MHO JOMUHAHTHO YMCTBEHO M30CTaBaHe 28 Autosomal Dominant Mental Retardation 28

AKT3 CnHAPOM Ha MeraneHuedanvs-noaMMUKPOrMpusa-noanaakTUANS- Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
xugpouedanus 2 syndrome 2

ANKRD11 CuHapom KBG KBG Syndrome

ARID1A ABTO30MHO JOMUHaHTHO YMCTBEHO M30CTaBaHe 14 Autosomal Dominant Mental Retardation 14

ARID1B CuHApoM Ha KopumH-Cupuc 1 Coffin-Siris syndrome 1

ASXL1 CrHapom Ha BopuHr-Onuy, Bohring-Opitz Syndrome

ASXL3 CUHAPOM Ha BelH6puaX-Ponbpc Bainbridge-Ropers Syndrome

ATP1A2 AnTepHMpalLa xemMunaerns B etcka Bb3pacTt 1 Alternating Hemiplegia of Childhood 1

ATP1A2 EnunentnyHn eHuedanonatnm B paHHa v geTcka Bb3pacT 98 Developmental and epileptic encephalopathy 98

ATP1A3 EnnnentnyHn eHuedanonatnm B paHHa v geTcka Bb3pacT 99 Developmental and epileptic encephalopathy 99

BCL11A CuHapom Ha [lnac-floraH Dias-Logan syndrome

BICD2 CrnvHanHa MyckynHa aTpogus, CbC 3acsraHe Ha AoNHWUTe KpaliHuuy, | Spinal muscular atrophy, lower extremity-predominant, 2B,
2B, aBTO30MHO AOMVHaHTHa autosomal dominant

BRAF CuHApPOM Ha HyHaH 7 Noonan Syndrome 7

BRAF KapavodaLumokyTaHeH CUHAPOM Cardiofaciocutaneous Syndrome

BRAF CuHapom Ha JIEOMAPAA 3 LEOPARD syndrome 3

CACNA1TA EnunentnyHn eHuedanonatnn B paHHa v geTcka Bb3pacT 42 Developmental and epileptic encephalopathy 42

CAMTA1 Mo3buHa AnchyHKLMA C MPOMEHNNBU KOTHUTUBHY 1 noBefeHyeckn | Cerebellar dysfunction with variable cognitive and behavioral
OTK/IOHEHUA abnormalities

CASK Pa3cTpoiicTBO Ha MHTeNeKTYaNHOTO pa3BuTue 1 mukpoLledpanusa cbe | Intellectual developmental disorder and microcephaly with pontine
CbMbTCTBALLA MOHTUHHA U LiepebpanHa XMnonnasms. and cerebellar hypoplasia

CBL MoA06HO Ha CMHAPOMA Ha HyHaH pa3cTPOCTBO CbC UK 6e3 Noonan syndrome-like disorder with or without juvenile
10BEHW/IHA MVI€IOMOHOLTHA NeBKeMUS myelomonocytic leukemia

CDKL5 EnnnentnyHn eHuedpanonatum B paHHa 1 AeTcka Bb3pacT 2 Developmental and epileptic encephalopathy 2

CHD2 EnvnentnyHn eHuepanonatum B paHHa 1 AeTcka Bb3pacT 94 Developmental and epileptic encephalopathy 94

CHD7 CuHapom CHARGE CHARGE syndrome
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Pa3cTpoiicTBO Ha MHTENeKTYasHOTO pa3BUTUE C ayTU3LM 1
Makpouedanus

Ctuknep cuHgpom, Tvn |l

OcteoreHesunc nmnepdekta Tvn |

OcteoreHesnc nmnepdekta Tun Il

OcteoreHesuc nmnepdekra Tmn il

OcreoreHesuc nmnepdekra Tmn IV

Ctuknep cuHgpom, Tun |

MnatucnoHAnaHa NeTanHa ckeneTHa Aucnnasms, Tun Torrance
AxoHaporeHesa, Tin |l uan xnnoxoHgporeHesa

BpogaeHa cnoHgunoenndusHa gnucnnasmvs

MopeHuedanus 1

MHoxecTBeHaTa envdusapHa gncnnasus, 2

MHoxecTBeHaTa enndmsapHa Ancnnasms, 3, CbC nam 6e3 mmonatus
MceBaoaxoHAponnasus

MHoXecTBeHaTa envur3lapHa gucnnasus, 1

CVHAPOM Ha Py6uHLLainH-Teinbum 1

CnHApOM Ha MeHke-XeHekam 1

Pa3cTpoiicTBO Ha UHTENEKTYaNHOTO pa3BuTUE, aBTO3OMHO-
AOMUHAHTHO 21

Pa3cTpoicTBO Ha HEBPOIOTMYHOTO Pa3BUTME CbC CNacTUYHa
AVNNErnsa 1 3puTenHun gedektun

EnunenTuyHy eHuedpanonaTuv B paHHa 1 AeTcka Bb3pacT 31

Pa3cTpoiicTBO Ha UHTENIEKTYaNHOTO pa3BnTUE, aBTO3OMHO-
AOMUHAHTHO 13

Pa3cTpoicTBO Ha UHTENEKTYaNHOTO pa3BMTUE, aBTO3OMHO-
AOMWHAHTHO 7

X-cBBbp3aHa AOMWHAHTHA XOHAPOANCMNA3MA MyHKTaTa
KpaHvoppoHTOHa3anHa gncnnasuns
MangmbynodaumanHa gnsoctosa, Tun Guion-Almeida
CuHapoM Ha Kleefstra 1

CMHAPOM Ha Py6uHLLaiiH-Teinbun 2

CnHApoM Ha MeHke-XeHekam 2

KpaHnocmHocTo3a 4

CuHgpom Ha Chitayat

CrHApoM Ha MapdaH

CrHAPOM Ha [lxakcbH-Baiic

TpuroHouedanms 1

CrHApoMm Ha MNalidbp

CnHapom Ha CaeTpe-YoTueH

CUHAPOM Ha ANCNNa31sA Ha U3BUTUTE KOCTU

CrHapoMm Ha Beare-Stevenson Cutis Gyrata

CnHApoM Ha AHThun-Brkcnep 6e3 reHUTaHM aHOManuu NIn
HapylwleHa cTteponjoreHesa

CnHapom Ha Crouzon
CrvHapom Ha AnepT
TaHaTodopHa Ancnnasus Tun Il

SADDAN (Texka axoHAponiasuns cbC 3abaBsiHe Ha Pa3BUTMETO 1
aKaHTo3unc HVII'pI/IKaHC)

CHAPOM Ha MioHke

CnHApom Ha Crouzon ¢ akaHTO3MC HUTPUKaHC

Intellectual developmental disorder with autism and macrocephaly
Stickler syndrome, type Il

Osteogenesis Imperfecta type |

Osteogenesis Imperfecta type Il

Osteogenesis Imperfecta type Il

Osteogenesis Imperfecta type IV

Stickler syndrome, type |

Platyspondylic Lethal Skeletal dysplasia, Torrance type
Achondrogenesis, type Il or hypochondrogenesis

SED congenita

Porencephaly 1

Epiphyseal dysplasia, multiple, 2

Epiphyseal dysplasia, multiple, 3, with or without myopathy
Pseudoachondroplasia

Epiphyseal dysplasia, multiple, 1

Rubinstein-Taybi Syndrome 1

Menke-Hennekam syndrome 1

Intellectual developmental disorder, autosomal dominant 21

Neurodevelopmental disorder with spastic diplegia and visual
defects

Developmental and epileptic encephalopathy 31
Intellectual developmental disorder, autosomal dominant 13
Intellectual developmental disorder, autosomal dominant 7
Chondrodysplasia punctata, X-linked dominant
Craniofrontonasal dysplasia

Mandibulofacial dysostosis, Guion-Almeida type

Kleefstra Syndrome 1

Rubinstein-Taybi Syndrome 2

Menke-Hennekam syndrome 2

Craniosynostosis 4

Chitayat syndrome

Marfan Syndrome

Jackson-Weiss Syndrome

Trigonocephaly 1

Pfeiffer syndrome

Saethre-Chotzen Syndrome

Bent Bone Dysplasia Syndrome

Beare-Stevenson Cutis Gyrata syndrome

Antley-Bixler Syndrome Without Genital Anomalies Or Disordered
Steroidogenesis

Crouzon syndrome
Apert syndrome
Thanatophoric Dysplasia, type Il

SADDAN (severe achondroplasia with developmental delay and
acanthosis nigricans)

Muenke Syndrome

Crouzon syndrome with acanthosis nigricans
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GABRA1

GABRB2
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GFAP

GNAO1

GNAO1

GRIN1

GRIN2B

GRIN2B

HDAC8

HNRNPK

HNRNPU

HRAS

IFITM5

JAGT

KANSL1

KAT6B

KAT6B

KCNB1

KCNJ2

KCNQ2

KCNT1

KIF1A

KMT2A

KMT2D

KRAS

KRAS

LMNA

LMNA

LZTR1

MAP2K1

MAP2K2

MECP2

MED13L

TaHaTodopHa Ancnnasus Tvn |
XnnoxoHaponnasusa

AxoHgponnasuns
OTonanatoaurutaneH cuHgpom tun ll
AtenocTeoreHesa, Tun |

CnHApOM Ha JlapceH
AtenocteoreHesa, Tun Il

Avcnnasuns Tun 6ymepaHr

CVHAPOM Ha PeT, BpojeH BapuaHT

Pa3cTpoicTBO Ha MHTENEeKTYasIHOTO pa3BUTUE C e31MKOBU
HapyLweHWs CbC Un 6e3 ayTUCTUYHN XapakTepucTkn

TpuroHouedanus 2
EnnnenTnyHn eHuedanonaTnmn B paHHa 1 geTcka Bb3pact 19

EnnnenTnyHn eHuedanonaTnm B paHHa 1 AeTcka Bb3pacT 92

GATAD2B-cBbp3aHO pa3CcTPoiCTBO Ha HEBPOIOTMYHOTO pa3BuTUe

Bonect Ha AnekcaHabp

EnunenTuyHy eHuedanonaTuv B paHHa 1 AeTcka Bb3pacT 17

Pa3cTpoiicTBO Ha HEBPOIOTUYHOTO Pa3BUTME C HEBONEBMN
ABUXKEHUNA

Pa3CcTPOWCTBO Ha HEBPOIOTUYHOTO Pa3BUTME CbC MK 6e3
XUNEPKUHETUYHWN ABNXEHUA N Npunagbumn, aBTO30MHO
AOMWHAHTHO

EnunenTnyHmn eHuedanonatum B paHHa 1 geTcka Bb3pact 27

Pa3cTpoiicTBO Ha MHTENEKTYaNIHOTO Pa3BUTE, aBTO30MHO
AOMMHAHTHO 6, CbC UK 6e3 Nprnagbun

CnHapom Ha KopHenusa ae JlaHre 5

CrHApOM Ha Ay-KnaiiH

EnunenTtnyHu eHuedanonatum B paHHa 1 4eTcka Bb3pacT 54
CuHgpom Ha Kocteno

OcTeoreHesuc umnepdekta Tvn vV

CunHApom Ha Anaxunn 1

CuHgpom Ha Koolen-De Vries

SBBYS cnHgpom

leHnTONaTeNnapeH CUHAPOM

EnunenTnyHu eHuedanonatum B paHHa 1 eTcka Bb3pacT 26
CvHApOM Ha AHzepceH

EnunenTtnyHu eHuedanonatum B paHHa 1 eTcka Bb3pact 7
EnvnenTnyHu eHuedanonaTum B paHHa v AeTcka Bb3pacT 14
NESCAV cnHapom

CrHApPOM Ha Bugeman-LLlaliHep

CrHAPOM Ha Kabyku 1

KapavnodaumokyTaHeH CMHAPOM 2

CnHApPOM Ha HyHaH 3

MyckynHa auctpodus, BposeHa

CMHAPOM Ha XbTUMHCBH-TUAdop (Mporepus)

CrHapoMm Ha HyHaH 10

KapavnodaumnokyTaHeH cMHApOM 3

KapaunodaumnokyTaHeH CUHAPOM 4

CnHApPOM Ha Pet

HapyLieHo nHTenekTyanHo passuTne n xapakTepHu 4YepTu Ha
NNLETO CbC UK 6e3 CbpaeyHM gedekTun

Thanatophoric Dysplasia, type |
Hypochondroplasia
Achondroplasia

Otopalatodigital syndrome, type Il
Atelosteogenesis, type |

Larsen Syndrome
Atelosteogenesis, type IlI
Boomerang dysplasia

Rett syndrome, congenital variant

Intellectual developmental disorder with language impairment
with or without autistic features

Trigonocephaly 2

Developmental and epileptic encephalopathy 19
Developmental and epileptic encephalopathy 92
GAND syndrome

Alexander Disease

Developmental and epileptic encephalopathy 17

Neurodevelopmental disorder with involuntary movements

Neurodevelopmental disorder with or without hyperkinetic
movements and seizures, autosomal dominant

Developmental and epileptic encephalopathy 27

Intellectual developmental disorder, autosomal dominant 6, with
or without seizures

Cornelia de Lange syndrome 5

Au-Kline Syndrome

Developmental and epileptic encephalopathy 54
Costello Syndrome

Osteogenesis imperfecta, type V

Alagille Syndrome 1

Koolen-De Vries Syndrome

SBBYS syndrome

Genitopatellar syndrome

Developmental and epileptic encephalopathy 26
Andersen syndrome

Developmental and epileptic encephalopathy 7
Developmental and epileptic encephalopathy 14
NESCAV syndrome

Wiedemann-Steiner syndrome

Kabuki Syndrome 1

Cardiofaciocutaneous Syndrome 2

Noonan Syndrome 3

Muscular dystrophy, congenital
Hutchinson-Gilford Progeria Syndrome

Noonan Syndrome 10

Cardiofaciocutaneous Syndrome 3
Cardiofaciocutaneous Syndrome 4

Rett syndrome

Impaired intellectual development and distinctive facial features
with or without cardiac defects



MEF2C

MSX2

MSX2

NALCN

NF1

NF2

NFIX

NIPBL

NOTCH2

NOTCH2

NR2F1

NRAS

NSD1

NSDHL

PACS1

PIK3R2

PPP2R1A

PPP2R5D

PRKARTA

PTPN11

PURA

RAD21

RAF1

RERE

RIT1

RPS6KA3

RUNX2

RUNX2

SATB2

SCN1A

SCN1A

SCN2A

SCN2A

SCN8A

SCN8A

SETBP1

SETBP1

SETD2

SETD5

SHANK3

SHOC2

SKI

SLC25A24

SMAD3

SMAD4

HapylwieHve Ha HEBPONOTUYHOTO Pa3BUTUNE C XUMOTOHUS,
CTepeoTUNHN ABNXEHNA Ha pbLEeTe N HapyLLeH rosop

KpaHnocunHocTo3a 2

MapueTtanHuTe popameHn ¢ KANAOKPaHMaNHa AUCnaasns

BpoAeHM KOHTPaKTYpU Ha KpaliHULMTE U INLETO, XUMOTOHUS 1
3abaBsiHe Ha pa3BMUTNETO

HeBpodurbpomaTtosa 1

HeBpodurbpomaTtosa 2

CnHapom Ha Mapuwan-Cmut

CnHapom Ha KopHenusa ge flaHre 1

CrHApOM Ha Xanay-YeiHun

CuHApOM Ha Anaxwun 2

CrHApPOM Ha boww-byHcTpa-Llaad 3a onTrnyHa atpodust
CnHApPOM Ha HyHaH 6

CnHapom Ha CoToc 1

CHILD cuHgpom

CrHApoMm Ha Schuurs-Hoeijmakers

CUHAPOM Ha MeraneHuedanvs-noAVMNKPOrMpUS-NONNAaKTUANS-
xugpouedanms 1

Pa3cTpoicTBO Ha MHTENIEKTYaNHOTO pa3BUTUE, aBTO3OMHO
AOMMWHAHTHO 36

Pa3cTpoicTBO Ha MHTENIEKTYaNHOTO pa3BUTUE, aBTO3OMHO
AOMUHAHTHO 35

AKPOAM30CTO3a 1, CbC MK 6€3 XOPMOHA/THA PE3NCTEHTHOCT

CnHApoMm Ha HyHaH 1

HapyllueHve Ha HeBPONOrNYHOTO pasBUTHe C AnXaTenHa
HeAO0CTaTbYHOCT, XMNOTOHWUA U TPYAHOCTY NPU XPaHeHeTo Ha
HOBOPOAEHOTO

CuHapom Ha KopHenus ae flaHre 4

CnHApPOM Ha HyHaH 5

HapylieHve Ha HEBPONOTNYHOTO pPa3BUTNE CbC U 6e3
aHOMa/InM Ha MO3bKa, OYNTe NN CbPLEeTO

CnHApOM Ha HyHaH 8

CuHApOM Ha KoduH-JToypu

MeTaduzapHa Ancnnasns ¢ MakcunapHa Xxmnonnasus cbc unu 6es
6paxnaakTUANS

KnelipokpaHuanHa gncnnasus
Glass cuHApoM (SATB2-acounmnpaHusaT CUHAPOM)

PaHHa geTcka enunenTuyHa eHuedanonatus 6

EnunenTnyHuM eHuedanonatumn B paHHa 1 geTcka Bb3pacT 6B, He
cvHgpoM [lpase

EnunenTnyHu eHuedanonatum B paHHa 1 getcka Bb3pact 11
EnnsognyHa atakcusi, Tmn 9

EnnnenTuyHn eHuedanonatn B paHHa 1 AeTcka Bb3pacTt 13
KOrHUTVBHO yBpexXaHe CbC unm 6e3 uepebenapHa atakcms

CnHapom Ha WuHuen-fugmnoH

Pa3cTpoiicTBO Ha UHTENEKTYaNHOTO pa3BnTUe, aBTO3OMHO-
AOMUHAHTHO 29

CrvHApPOM Ha JlrockaH-/TromuL

Pa3cTpoiicTBO Ha UHTENIEKTYaNHOTO pa3BnTUE, aBTO3OMHO-
AOMWHAHTHO 23

CvHapom Ha ®enaH-Makgepmuj

CVHAPOM, NoA06eH Ha CMHAPOMa Ha HyHaH, c oTcnabeHa
aHareHHa koca

CuHapoMm Ha LnpuHueH-Tona6epr
MporepongeH cMHAPOM Ha POHTeNH
CrHAPOM Ha Jlyinc-Aniite 3

CnHapoM Ha Myhre

Neurodevelopmental disorder with hypotonia, stereotypic hand
movements, and impaired language

Craniosynostosis 2

Parietal Foramina With Cleidocranial Dysplasia

Congenital Contractures Of The Limbs And Face, Hypotonia, And
Developmental delay

Neurofibromatosis 1

Neurofibromatosis 2

Marshall-Smith Syndrome

Cornelia de Lange syndrome 1

Hajdu-Cheney Syndrome

Alagille Syndrome 2
Bosch-Boonstra-Schaaf Optic Atrophy Syndrome
Noonan syndrome 6

Sotos Syndrome 1

CHILD syndrome

Schuurs-Hoeijmakers syndrome

Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
syndrome 1

Intellectual developmental disorder, autosomal dominant 36
Intellectual developmental disorder, autosomal dominant 35
Acrodysostosis 1, with or without Hormone Resistance
Noonan Syndrome 1

Neurodevelopmental disorder with neonatal respiratory
insufficiency, hypotonia, and feeding difficulties

Cornelia de Lange syndrome 4

Noonan Syndrome 5

Neurodevelopmental disorder with or without anomalies of the
brain, eye, or heart

Noonan Syndrome 8

Coffin-Lowry Syndrome

Metaphyseal Dysplasia with Maxillary Hypoplasia with or without
Brachydactyly

Cleidocranial dysplasia

Glass Syndrome

Early Infantile Epileptic Encephalopathy 6

Developmental and epileptic encephalopathy 6B, non-Dravet
Developmental and epileptic encephalopathy 11

Episodic ataxia, type 9

Developmental and epileptic encephalopathy 13

Cognitive Impairment With Or Without Cerebellar Ataxia
Schinzel-Giedion syndrome

Intellectual developmental disorder, autosomal dominant 29
Luscan-Lumish Syndrome

Intellectual developmental disorder, autosomal dominant 23
Phelan-McDermid Syndrome

Noonan-Like Syndrome with Loose Anagen Hair
Shprintzen-Goldberg Syndrome

Fontaine Progeroid Syndrome

Loeys-Dietz syndrome 3

Myhre Syndrome



SMARCA2

SMARCA2

SMARCA4

SMARCB1

SMARCE1

SMC1A

SMC3

SOs1

S0Os2

SOX9

SPECCIL

SPTAN1

SRCAP

SRCAP

STAT3

STXBP1

SYNGAP1

TBL1XR1

TBL1XR1

TBX5

TCF4

TGFB2

TGFBR1

TGFBR2

TRAF7

TRPS1

TSC1

TSC2

TUBA1A

TUBB

TUBB

TUBB2A

TUBB4A

TWIST1

TWIST1

TWIST1

TWIST1

WDR45

ZBTB20

ZC4H2

ZEB2

ACTB

ATP1A3

ATP1A3

COL1AT

CrHapom Ha Hukonangec-bapaiiyep

CVHAPOM Ha 61edpapoPprMo3a 1 HAPYLLIEHO UHTENEKTYaNHO
passutue

ABTO30MHO JIOMVHAHTHO YMCTBEHO 130CTaBaHe 16
ABTO30MHO JOMUHAHTHO yMCTBEHO n3octaBaHe 15
CnHapoM Ha KoduH-Cupuc 5

CnHapom Ha KopHenusa ae JlaHre 2

CnHapom Ha KopHenusa ae JlaHre 3

CnHApoM Ha HyHaH 4

CnvHApoM Ha HyHaH 9

KamnomenunyHa ancnnasna

Opitz GBBB cuHapom, Tun I

EnvnenTuyHn eHuedanonatnun B paHHa 1 AeTcka Bb3pacT 5

CMHAPOM Ha NNaBaLloTo NPUCTaHNLLe

3abaBsiHe B pa3BUTUETO, XMMOTOHUSA, MYCKY/IHO-CKeNeTHU
AedeKTn 1 NoBejgeHYeCcKr OTKIOHEeHNS

CrHAPOM Ha noBTapsila ce nHdpekLuns ¢ xunep-IgE

EnvnenTuuHn eHuedanonatnmn B paHHa 1 AeTcka Bb3pacT 4

Pa3cTpoicTBO Ha MHTENIEKTYaNHOTO pa3BUTUE, aBTO3OMHO
AOMWHAHTHO 5

CrvHapoMm Ha MnepnoHT

Pa3cTpoiicTBO Ha MHTENeKTYaIHOTO pasBUTNeE, aBTO30MHO
AOMUHAHTHO 41

CnHapom Ha XonT-Opam

CrHAPOM Ha MUT-XoNKnHC
CHAPOM Ha Jlyinc-AAniitc 4
CrHApoM Ha Nlync-Anintc 1

CrHApOM Ha Jlync-Ainiatc 2

CbpAeyHN, NNLEBUN N ANTUTANHV @aHOMaAWUN C NU30CTaBaHe B
pa3BuTneTo

TpuxopuHodanaHrmaneH cMHAPoOM, Tun |
Ty6epo3Ha ckneposa -1

Tyb6epo3Ha ckneposa -2
NnceHuedanus 3

CMeTPUUHM NeprepHU KOXKHU MbHKU, BPOAEHH, 1

KopTvikanHa gucnnasuvs, KOMNAeKcHa, ¢ Apyrn Mo3byHN
Mandopmauum 6

KopTvikanHa gucnnasuvs, KOMNAeKcHa, C Apyrn Mo3byHN
Mandopmauun 5

JNleBKOANCTPOUS, XNOMUENnHU3MpaLla, 6

CuHapoM Ha CaeTpe-YoTLeH CbC UK 6e3 aHoManuu Ha knenaynTe
KpaHnocuHocTo3a 1

CnHapom Ha Sweeney-Cox

CrHApPOM Ha PobuHos-Copayd

HeBpogereHepauuns c HaTpynBaHe Ha Xena3o B Mo3bka 5
CuHApom Ha MpumMpoys

CuHApoM Ha Wieacker-Wolff, orpaHuueH 3a xeHun
CHAPOMBT Ha MoyaT-YUncbwH

CVHAPOM Ha ANCTOHUS-rNyxoTa 1

ANnTepHaTUBHa XeMUMNNEervsa B JeTcka Bb3pacT 2

CAPOS cuHgpom

KoM6uHMpaHa ocTeoreHesa nMmnepdexTa n CUHAPOM Ha Enepc-
Aannoc 1

Nicolaides-Baraitser Syndrome
Blepharophimosis-impaired intellectual development syndrome
Autosomal Dominant Mental Retardation 16
Autosomal Dominant Mental Retardation 15
Coffin-Siris Syndrome 5

Cornelia de Lange syndrome 2

Cornelia de Lange syndrome 3

Noonan Syndrome 4

Noonan Syndrome 9

Campomelic Dysplasia

Opitz GBBB Syndrome, Type Il

Developmental and epileptic encephalopathy 5

Floating-Harbor Syndrome

Developmental delay, hypotonia, musculoskeletal defects, and
behavioral abnormalities

Hyper-IgE recurrent infection syndrome

Developmental and epileptic encephalopathy 4

Intellectual developmental disorder, autosomal dominant 5
Pierpont Syndrome

Intellectual developmental disorder, autosomal dominant 41
Holt-Oram Syndrome

Pitt-Hopkins syndrome

Loeys-Dietz syndrome 4

Loeys-Dietz syndrome 1

Loeys-Dietz syndrome 2

Cardiac, Facial, and Digital Anomalies with Developmental Delay
Trichorhinophalangeal syndrome, type |

Tuberous Sclerosis-1

Tuberous Sclerosis-2

Lissencephaly 3

Symmetric circumferential skin creases, congenital, 1

Cortical Dysplasia, Complex, with Other Brain Malformations 6
Cortical Dysplasia, Complex, with Other Brain Malformations 5
Leukodystrophy, hypomyelinating, 6

Saethre-Chotzen syndrome with or without eyelid anomalies
Craniosynostosis 1

Sweeney-Cox syndrome

Robinow-Sorauf Syndrome

Neurodegeneration with brain iron accumulation 5

Primrose syndrome

Wieacker-Wolff syndrome, female-restricted

Mowat-Wilson syndrome

Dystonia- Deafness Syndrome 1

Alternating hemiplegia of childhood 2

CAPOS syndrome

Combined osteogenesis imperfecta and ehlers-danlos syndrome 1



COL2AT Stickler cuHapoMm (SS) e HacneACTBeHa NporpecnBHa apTpo- Atypical stickler syndrome, type |
odpTanmonatus

COL2A1 Avcnnasnsa Ha KHuecT Kniest dysplasia

FLNA MepuBeHTpMKynapHa HogynapHa xetepotonus 1 Periventricular nodular heterotopia 1

KCNT1 Ennnencus, dpoHTanHa noba, 5 Epilepsy, nocturnal frontal lobe, 5

KIF1A CnacTtuyHa napannerus 30a, aBTO30MHO-JOMWHAHTHa Spastic paraplegia 30, autosomal dominant

NF1 HeBpodurbpomaTosa - cMHAPOM Ha HyHaH Neurofibromatosis-noonan syndrome

NF1 CMHAPOM Ha YOTCBH Watson syndrome

NFIX CuHApOM Ha ManaH Malan syndrome

PIK3CA CUHAPOM Ha CBPbXpacTex n/unu uepebpanHun manpopmaumm Overgrowth syndrome and/or cerebral malformations

PTPN11 CrHapom Ha Jleonapy, 1 Syndrome LEOPARD 1

SETD2 WNHTenekTyanHo pa3cTpolriCcTBO Ha Pa3BMTUETO, aBTO30MHO- Intellectual developmental disorder, autosomal dominant 70
AOMUHaAHTHO 70

SMCIA EHuedanonatus Ha pa3BuTMETO U enuaencusi 85 cbc nnm 6es Developmental and epileptic encephalopathy 85 with or without
AedexTV B CcpeaHaTa YacT Ha MO3bKa midline brain defects

SPTAN1 3abaBsiHe B pa3BUTUETO CbC UK 6e3 enunencus Developmental delay with or without epilepsy

NIFTY PREMIUM CTATUCTUKA

CUHAPOM YYBCTBUTENHOCT CMELUNPUYHOCT PPV
Tpuzomua 21 99.17% 99.95% 92.19%
Tpuzomua 18 98.24% 99.95% 76.61%
Tpuzomua 13 99.96% 32.84%
Ny 210 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
EAHOreHHN 3a6onsBaHNA >99% NA
Mon Ha nnoaa 99,53% 99.20% NA
AHEYMI0ONANN HA MONNOBUTE XPOMO30MU YYBCTBUTENHOCT PPV NPV
XYY >99.9% 50.00% >99.9%
XXY >99.9% 42.86% >99.9%
XXX >99.9% 70.00% >99.9%
X0 >99.9% 40.00% >99.9%

3abenexka: JaHHWTe B TabnumLaTa ce OCHOBaBaT Ha MCTopUYecka AnTepaTypa W BbTPELLHW AaHHW 1 OTpassiBaT CaMoO MUHaNW OTKPUTUS, a He JeCTBUTENIHOTO CbCTOsHME Ha TecTBaHaTa npoba wmn

rapaHT/paHarTa CTOMHOCT.
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