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GENEPLANET

NIPT PREMIUM
CnNnchLK Ha TecTBaHMTe 3a6bonssBaHUA

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

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

* 92 cHApOMa Ha Aeneuus/aynavkaums (3a mbaeH CMcbK BUXTE No-407y)

* Bcuuky Apyrvi aBTO30MHM aHeynaouaumn 1 geneunn/aynavkaummn®

* 202 egHoreHHV 3a6015BaHUA (3@ MbEH CMUCHK BUXTE MO-A071Y)

* MHdopmauws 3a nona

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

92 cmHppoma Ha aeneuus/paynnmnkauus (PRO)

CyHAPOM Ha Anaxiin 1, CUHAPOM Ha AHresImaH, Jyr/inkaumsa Ha xpomosomMa 10p, cHAPOM Ha Aeneums Ha xpomosomMa 10p12-p11, cviHApoM Ha Aeneuyis Ha xpomosoma 10922.3-g23.2, CHAPOM Ha geneums
Ha xpomoszoma 10q26, CMHAPOM Ha AeneLyist Ha Xpomosoma 11p11.2 (cvHapom Ha Motoku-LLadep ), cuHapoM Ha Aeneumist Ha xpomosoma 11p13 (cvHgpom WAGR), CUHAPOM Ha JeneLyst Ha XpoMo30oMa
11923, aynavkaums Ha xpomo3oMa 12p, CUHAPOM Ha MUKPOAeneLms Ha Xpomo3omMa 12p12.1, ciHAPOM Ha MUKpoAeneLsa Ha XpoMo3oMa 12q14, cHApoM Ha Aeneums Ha xpomosoMa 13q14, aynavkaumsa Ha
Xpomo3oMa 14q, CHAPOM Ha genelyst Ha xpomosoma 14q11-022, cuHapoM Ha Aeneuyis Ha XpomosomMa 144922 (cMHApOoM Ha Ppriac), CMHAPOM Ha Aeneums Ha XpoMosoma 15q14, CMHAPOM Ha MUKpoAeneLms
Ha Xxpomo3oma 15024, CUHAPOM Ha CBpbXpacTeX Ha Xxpomo3omMa 15q26, CcMHAPOM Ha Aeneums Ha xpomo3oMa 15q26-gter, CMHAPOM Ha AeneLms Ha Xxpomosoma 16p12.2-p11.2, cHAPOM Ha Ayravkaums Ha
xpomo3oMa 16p12.2-p11.2, cuHAPOM Ha ieneLms Ha Xpomosoma 16p13.3, cUHAPOM Ha AynavkaLms Ha Xpomosoma 16p13.3, cHAPOM Ha AynavikaLms Ha XpoMo3oma 17p, CUHAPOM Ha eneLyist Ha XxpoMo3oMa
17p13.3, cHAPOM Ha Zynavkauvis Ha Xpomo3oMa 17p13.3, cHAPOM Ha AenieLms Ha xpoMo3oma 18p, CHAPOM Ha AenieLins Ha xpoMosoma 1p32-p31, cHApPOM Ha eneuyist Ha Xpomo3soma 1p36, CUHAPOM Ha
Jeneups Ha xpomosoMa 1g41-g42 crHapom, Ayrnankaums Ha xpomosoma 20p, JeneLyis Ha XpoMo3oma 21922, CMHAPOM Ha Jenelvis Ha Xpomosoma 22q11.2 (crHapom Ha [y koppk), CUHAPOM Ha AeneLmns
Ha Xxpomo3soma 2p16.1-p15, Aynamkaums Ha XpoMo30Ma 24, CUHAPOM Ha Ayr/IMKaLma Ha xpoMosoma 2g31.1, cMHApoM Ha MYKpoZAeneLvs Ha Xpomo3somMa 2q31.1, cHAPOM Ha Aeneums Ha Xpomosoma 2033
.1 (cvHapom Ha Glass), cmHApoM Ha geneLmst Ha XpomMo3oMa 237, CUHAPOM Ha ienielins Ha XpoMo3oMa 3pter-p25, AyrnavkaLs Ha XpoMo3oMa 3q, CUHAPOM Ha AeneLyst Ha xpomosoMa 3q13.31, gynavikaums
Ha XpoMO30Ma 4p, CUHAPOM Ha Jeflelst Ha Xpomo3oMa 4p16.3 (CVHAPOM Ha Bong-XMpLLIXOPH) , CUHAPOM Ha Aeneumst Ha XpoMo3oma 421, AyramnkaLyis Ha XpoMo30Ma 5p, CUHAPOM Ha AyrankaLwms Ha
XpOMO30Ma 5p13, CUHAPOM Ha AeneLyisl Ha XpoMo30Ma 5012, CUHAPOM Ha AeneLys Ha Xxpomo3omMa 5q14.3, eneLyis Ha XpoMo30Ma 6p, CYHZAPOM Ha AiefleLiis Ha XPOMO30Ma bpter-p24, CYiHAPOM Ha enelvis
Ha Ha xpomosoma 6q11-q14, cmHApoM 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, CVHAPOM Ha Aenelns Ha xpoMosoma 7q11.23, geneuus Ha xpomosoma 7¢21-q32, Aeneums Ha xpomosoMa 7q 31-q32, Aynimvkaums Ha Xxpomosoma 8p,
CUHAPOM Ha Jeneuvis Ha Xpomo3oMa 8p23.1, CMHAPOM Ha Aynavkaums Ha XpomosomMa 8p23.1, Ayrnavkaums Ha Xpomo3oma 8q, CUHAPOM Ha Jeneuys Ha Xpomo3omMa 8022.1, CUHAPOM Ha Aynavkaums Ha
Xpomo3oma 8qg22.1, cMHAPOM Ha AeneLyis Ha XpoMo3oma 9p, Ayr/ivkaums Ha XpoMo3oma 9p, CUHAPOM Ha Aynankaums Ha xpomosoma Xp11.23- p11.22, cmiHApoM Ha Aeneums Ha Xpomo3oma Xp21, cHApoM
Ha AynanKaLms Ha XpoMo3oma Xg21, CUHAPOM Ha AeneLiyist Ha XpoMo30oMa Xq22.3, CUHAPOM Ha AyrnkaLyis Ha Xpomo3oMa Xa27.3-g28, CviHApoM Ha Kpu Ao LLa, CUHAPOM Ha JleHan-YOoKbp, CUHAPOM Ha An
[KopaK 2, ancTanHa aeneLys B/Ha xpoMosoma 13q, AncranHa aeneums B/Ha XxpoMosoma 15q, CUHAPOM Ha AncTanHa AeneLys B/Ha xpoMosoma 18q, AnctanHa aynivkalwis B/Ha Xxpomosoma 3p, auctanHa
/ZleneLs B/Ha xpomo3oMa 4q, ANCTasnHa AynavikaLms B/Ha XpomMo3oMa 44, CUHAPOM Ha SIKobceH, CHAPOM Ha J1aHrep-TAnoH, cHAPOM Ha JleBu-LLiaHcke, cuHApoM Ha MoToLukm-/lyncku, cuHApoM Ha Mpaaep-

Bunw, npokcmanHa aeneuvis B/Ha xpoMosoma 14q , NpokcvmanHa Aynavkawums B/Ha Xxpomo3omMa 16¢, cuiHapom Ha CmuT-MareHunc, cuHapom Ha FoaH-Xapen-/lynckim

202 egHoreHHu 3a6bonsaBaHusa (MONO)

FEH EAHOMEHHW 3ABONIABAHUA MONOGENIC CONDITION

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

ACTG1 CnHAPOM Ha bapalitcep-YuHtep 2 Baraitser-Winter syndrome 2

ACTG2 BucuepanHa muonatus 1 Visceral myopathy 1

ACVR1 MporpecusHa ocndurumpalla Gubpoavcnnasus Fibrodysplasia Ossificans Progressiva

ADNP ABTO30MHO JOMVHAHTHO YMCTBEHO M30CTaBaHe 28 Autosomal Dominant Mental Retardation 28

AKT3 CnHAPOM Ha MeraneHuedanns-noaMMUKPOrMpUs-NoANAaKTUANS- Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
xuapouedanus 2 syndrome 2

ANKRD11 CuHapom KBG KBG Syndrome

ARID1A ABTO30MHO JOMVHAHTHO YMCTBEHO 130CTaBaHe 14 Autosomal Dominant Mental Retardation 14

ARID1B CuHapoMm Ha KodpurH-Cupuc 1 Coffin-Siris syndrome 1

ASXL1 CvHApom Ha bopuHr-Onuy, Bohring-Opitz Syndrome

ASXL3 CUHAPOM Ha BeltH6puAX-Ponbpc Bainbridge-Ropers Syndrome

ATP1A2 AnTepHupalLa xemunaernsa B etcka Bb3pacT 1 Alternating Hemiplegia of Childhood 1

ATP1A2 EnunentnyuHmn eHuedanonatum B paHHa 1 geTcka Bb3pact 98 Developmental and epileptic encephalopathy 98

ATP1A3 Envnentnynm eHuedpanonatim B paHHa 1 getcka Bb3pact 99 Developmental and epileptic encephalopathy 99

BCL11A CuHapom Ha [lnac-floraH Dias-Logan syndrome

BICD2 CrnvHanHa MyckyaHa aTpodus, CbC 3acsraHe Ha AoNHWTe KpaliHuuy, | Spinal muscular atrophy, lower extremity-predominant, 2B,
2B, aBTO30MHO JIOMVHaHTHa autosomal dominant

BRAF CuHAPOM Ha HyHaH 7 Noonan Syndrome 7

BRAF KapanodaupokyTaHeH CMHAPOM Cardiofaciocutaneous Syndrome

BRAF CviHapom Ha JIEOTAPAA 3 LEOPARD syndrome 3

CACNATA EnunentuyHmn eHuedanonatum B paHHa 1 AeTcka Bb3pacT 42 Developmental and epileptic encephalopathy 42

CAMTA1 Mo3b4Ha ANCHYHKLMS C MPOMEHAMNBY KOTHUTUBHY 1 noBegeHyYeckn | Cerebellar dysfunction with variable cognitive and behavioral
OTKNOHeHWA abnormalities

CASK Pa3cTpoiiCTBO Ha MHTENeKTYanHOTO pa3suTre 1 Mukpouedpanms cbe | Intellectual developmental disorder and microcephaly with pontine
CbMbTCTBALLA NMOHTVIHHA ¥ LiepebpanHa xmrnonaasms. and cerebellar hypoplasia

CBL Mop06HO Ha CUHAPOMA Ha HyHaH pascTpoiicTBO CbC U 6e3 Noonan syndrome-like disorder with or without juvenile
1OBEHW/IHA MVI€/IOMOHOLTHA N1eBKeMUA myelomonocytic leukemia

CDKL5 EnvnenTnynmn eHuedpanonatim B paHHa v AeTcka Bb3pact 2 Developmental and epileptic encephalopathy 2

CHD2 EnunentuyHmn eHuedanonatum B paHHa 1 AeTcka Bb3pact 94 Developmental and epileptic encephalopathy 94

CHD7 CuHapom CHARGE CHARGE syndrome




Pa3CTpOVICTBO Ha NHTEeNEeKTYyaNHOTO pasBuTue C ayTU3bM 1

CHD8 Intellectual developmental disorder with autism and macrocephaly
MakpoLedanus

COL11A1 Ctuknep cuHapom, Tun |i Stickler syndrome, type Il

COL1A1 OcTeoreHesnc umnepdekTa T1n | Osteogenesis Imperfecta type |

COL1A1/COL1A2 OcteoreHesnc umnepdekta Tmn Il Osteogenesis Imperfecta type Il

COL1A1/COL1A2 OcteoreHesuc umnepdekra Tmn Il Osteogenesis Imperfecta type Il

COL1TA1/COL1A2 OcteoreHesnc umnepdekra Tmn IV Osteogenesis Imperfecta type IV

COL2A1 Cruknep cnHgpom, Tin | Stickler syndrome, type |

COL2A1 MnaTucnoHAWaHa NeTanHa ckenetHa Aucnnasus, Tun Torrance Platyspondylic Lethal Skeletal dysplasia, Torrance type

COL2A1 AxoHaporeHesa, Tun |l unn xmnoxoHgporeHesa Achondrogenesis, type Il or hypochondrogenesis

COL2A1 BpogeHa cnoHgunoenndusHa gnucnnasms SED congenita

COL4A1 MopeHuedpanus 1 Porencephaly 1

COL9A2 MHoxecTBeHaTa envdusapHa gncnnasus, 2 Epiphyseal dysplasia, multiple, 2

COL9A3 MHoxecTBeHaTa ennmsapHa ancnnasms, 3, cbc v 6e3 muonatns | Epiphyseal dysplasia, multiple, 3, with or without myopathy

COMP MceBaoaxoHAponnasus Pseudoachondroplasia

compP MHoxecTBeHaTa envdusapHa aucnnasus, 1 Epiphyseal dysplasia, multiple, 1

CREBBP CMHAPOM Ha Py6uHLLainH-Teinbun 1 Rubinstein-Taybi Syndrome 1

CREBBP CHAPOM Ha MeHke-XeHekam 1 Menke-Hennekam syndrome 1

CTCF Pa3CTPOVCTBO Ha MHTENEKTYaNHOTO Pa3BUTIe, ABTO30MHO- Intellectual developmental disorder, autosomal dominant 21
AOMUHaAHTHO 21

CTNNB1 Pa3cTpoiicTBO Ha HEBPOIOMMYHOTO Pa3BUTME CbC CNacTUYHa Neurodevelopmental disorder with spastic diplegia and visual
AUNNErNS U 3pUTENHN JedeKkTn defects

DNM1 EnunenTnyHm eHuedanonatum B paHHa 1 getcka Bb3pact 31 Developmental and epileptic encephalopathy 31

DYNC1TH1 Pa3CTPOVCTBO Ha NHTE/IEKTYaNHOTO PasBNTIE, aBTO30MHO- Intellectual developmental disorder, autosomal dominant 13
AOMUHAHTHO 13

DYRK1A Pa3CTPOACTBO Ha NHTE/IEKTYaNHOTO PasBNTIE, GBTO30MHO- Intellectual developmental disorder, autosomal dominant 7
AOMUHAHTHO 7

EBP X-cBbp3aHa AOMUHAHTHA XOHAPOANCMNA3MSA NyHKTaTa Chondrodysplasia punctata, X-linked dominant

EFNB1 KpaHnodppoHTOHa3anHa gncnnasus Craniofrontonasal dysplasia

EFTUD2 MargunbynodalmanHa gnsoctosa, Tun Guion-Almeida Mandibulofacial dysostosis, Guion-Almeida type

EHMT1 CuHapom Ha Kleefstra 1 Kleefstra Syndrome 1

EP300 CUHAPOM Ha Py6UHLLaNH-Tebn 2 Rubinstein-Taybi Syndrome 2

EP300 CUHAPOM Ha MeHke-XeHekam 2 Menke-Hennekam syndrome 2

ERF KpaHuocnHocTtosa 4 Craniosynostosis 4

ERF CuHapoMm Ha Chitayat Chitayat syndrome

FBN1 CuHgpom Ha MapdaH Marfan Syndrome

FGFR1/FGFR2 CrHAPOM Ha [IxxakcbH-Baiic Jackson-Weiss Syndrome

FGFR1 TpuroHouedanusa 1 Trigonocephaly 1

FGFR1/FGFR2 CuHApOM Ha MNpaitdbp Pfeiffer syndrome

FGFR2 CuHApoM Ha CaeTpe-YoTueH Saethre-Chotzen Syndrome

FGFR2 CVHAPOM Ha ANCMAAa3nsa Ha U3BUTUTE KOCTUN Bent Bone Dysplasia Syndrome

FGFR2 CvHapom Ha Beare-Stevenson Cutis Gyrata Beare-Stevenson Cutis Gyrata syndrome

FGFR2 CUHAPOM Ha AHTAV-BrKcaep 6e3 reHnTanHn aHoManum uan Antley-Bixler Syndrome Without Genital Anomalies Or Disordered
HapylleHa cTepouaoreHesa Steroidogenesis

FGFR2 CnHapom Ha Crouzon Crouzon syndrome

FGFR2 CnHapom Ha AnepT Apertsyndrome

FGFR3 TaHaTodopHa gncnnasms tun ll Thanatophoric Dysplasia, type Il

FGFR3 SADDAN (TeXKa axoHApOMNaasns cbc 3abaBsiHe Ha pa3BUTUeTO 1 SADDAN (severe achondroplasia with developmental delay and
aKaHTO3UC HUTPUKAHC ) acanthosis nigricans)

FGFR3 CHAPOM Ha MioHKe Muenke Syndrome

FGFR3 CnHapom Ha Crouzon € akaHTO3MC HUTPUKaHC Crouzon syndrome with acanthosis nigricans




FGFR3

TaHaTodopHa ancnnasms tin |

Thanatophoric Dysplasia, type |

FGFR3 XunoxoHaponnasus Hypochondroplasia

FGFR3 AxoHaponnasuns Achondroplasia

FLNA OTonanatoaurutaneH CMHAPoOM Tun Il Otopalatodigital syndrome, type Il

FLNB AtenocTeoreHesa, Tun | Atelosteogenesis, type |

FLNB CnHApoMm Ha JlapceH Larsen Syndrome

FLNB AtenocteoreHesa, Tun lll Atelosteogenesis, type IlI

FLNB Avcnnasusa Tun 6ymepanr Boomerang dysplasia

FOXG1 CrHApoM Ha PeT, BpoAeH BapuaHT Rett syndrome, congenital variant

FOXP1 Pa3cTpoiCcTBO Ha MHTENEKTYaNHOTO pa3BUTUE C €3UKOBHU Intel!ectual deyellopmental disorder with language impairment with
HapyLIeHNA CbC NV 63 ayTUCTUYHU XapaKTepPUCTUKK or without autistic features

FREM1 TpuroHouedpanus 2 Trigonocephaly 2

GABRA1 EnnnenTnyHn eHuedanonaTnm B paHHa 1 geTcka Bb3pact 19 Developmental and epileptic encephalopathy 19

GABRB2 EnnnenTnyHn eHuedanonaTnm B paHHa 1 AeTcka Bb3pacT 92 Developmental and epileptic encephalopathy 92

GATAD2B GATAD2B-cBbp3aHO pa3CTpoOiCTBO Ha HEBPOAOrNMYHOTO pa3BuTne GAND syndrome

GFAP Bonect Ha AnekcaHabp Alexander Disease

GNAO1 EnunenTnyHm eHuedanonatum B paHHa 1 geTcka Bb3pact 17 Developmental and epileptic encephalopathy 17

GNAO1 Zga;rg:j:mo Ha HEBPONOTNHHOTO PasBUTVE C HeBonesN Neurodevelopmental disorder with involuntary movements

GRINT z;igpp'(omﬁ:gf;q:iHA?;’?KO::;::H:;Sn%a::x“:;;;”a:fﬁ NeurodevelopmenFaI disorder with or without hyperkinetic
LOMUHAHTHO ! movements and seizures, autosomal dominant

GRIN2B EnunenTnyHu eHuedanonatum B paHHa 1 geTcka Bb3pact 27 Developmental and epileptic encephalopathy 27

GRIN2B Pa3cTpoiicTBO Ha MHTENeKTYaNHOTO pa3BuTUe, aBTO3OMHO In_tellectua_l developmental disorder, autosomal dominant 6, with or
AOMUHAHTHO 6, CbC UK 6e3 Nprnagbun without seizures

HDAC8 CuHapoMm Ha KopHenus ge NlaHre 5 Cornelia de Lange syndrome 5

HNRNPK CnHApoM Ha Ay-KnaliH Au-Kline Syndrome

HNRNPU EnunenTvyHu eHuedanonatum B paHHa 1 eTcka Bb3pacT 54 Developmental and epileptic encephalopathy 54

HRAS CuHApoM Ha KocTteno Costello Syndrome

IFITM5 OcTeoreHesnc umnepdekta Tun vV Osteogenesis imperfecta, type V

JAGT CuHapom Ha Anaxun 1 Alagille Syndrome 1

KANSL1 CuHapoMm Ha Koolen-De Vries Koolen-De Vries Syndrome

KAT6B SBBYS cuHapom SBBYS syndrome

KAT6B leHWTONaTenapeH CUHAPOM Genitopatellar syndrome

KCNB1 EnunenTnyHm eHuedanonatum B paHHa 1 4eTcka Bb3pacT 26 Developmental and epileptic encephalopathy 26

KCNJ2 CrHApOM Ha AHaepceH Andersen syndrome

KCNQ2 EnunenTnyHu eHuedanonatum B paHHa v AeTcka Bb3pacT 7 Developmental and epileptic encephalopathy 7

KCNT1 EnunenTnyHu eHuedanonatum B paHHa 1 geTcka Bb3pact 14 Developmental and epileptic encephalopathy 14

KIF1A NESCAV cnHgpom NESCAV syndrome

KMT2A CrHApPOM Ha BugemaH-LlaliHep Wiedemann-Steiner syndrome

KMT2D CrHApoM Ha Kabyku 1 Kabuki Syndrome 1

KRAS KapavnodaumnokyTaHeH cMHAPOM 2 Cardiofaciocutaneous Syndrome 2

KRAS CnHapoMm Ha HyHaH 3 Noonan Syndrome 3

LMNA MyckynHa anctpoous, BpogeHa Muscular dystrophy, congenital

LMNA CUHAPOM Ha XbTUMHCBH-Mundopa (Mporepus) Hutchinson-Gilford Progeria Syndrome

LZTR1 CUHAPOM Ha HyHaH 10 Noonan Syndrome 10

MAP2K1 KapavnodaumokyTaHeH cuHApPOM 3 Cardiofaciocutaneous Syndrome 3

MAP2K2 KapavnodaunokyTaHeH cMHApOM 4 Cardiofaciocutaneous Syndrome 4

MECP2 CuHApOM Ha Pet Rett syndrome

MED13L HapyLleHo NHTeNneKTyanHo pa3BUTME 1 XapakTepHU YepTu Ha Impaired intellectual development and distinctive facial features

NNLETO CbC UK 6e3 CbpAeUHN AedekTn

with or without cardiac defects




HapylueHune Ha HEBPOAOTMYHOTO pa3BUTUE C XUMOTOHWS,

Neurodevelopmental disorder with hypotonia, stereotypic hand

MEF2C . -
CTEPeoTVNHY ABVXEHVS Ha PbLieTe 1 HapyLLIeH roBop movements, and impaired language

MSX2 KpaHuocnHocTosa 2 Craniosynostosis 2

MSX2 MapvietanHuTe popameHn C KNAOKPaHanHa gucnnasus Parietal Foramina With Cleidocranial Dysplasia

NALCN BpoAeHV KOHTPaKTypW Ha KpaliHULNUTE N INLETO, XUMOTOHNA 1 Congenital Contractures Of The Limbs And Face, Hypotonia, And
3abaBaHe Ha pa3BUTMETO Developmental delay

NF1 HeBpodurbpomaTtosa 1 Neurofibromatosis 1

NF2 HeBpodurbpomaTtosa 2 Neurofibromatosis 2

NFIX CnHapom Ha Mapwan-Cmut Marshall-Smith Syndrome

NIPBL CnHapom Ha KopHenusa ge JlaHre 1 Cornelia de Lange syndrome 1

NOTCH2 CUHAPOM Ha Xaigy-YeiHn Hajdu-Cheney Syndrome

NOTCH2 CUHAPOM Ha Anaxun 2 Alagille Syndrome 2

NR2F1 CrHApPOM Ha boww-byHcTpa-Llaad 3a onTuyHa atpodpus Bosch-Boonstra-Schaaf Optic Atrophy Syndrome

NRAS CnHApOM Ha HyHaH 6 Noonan syndrome 6

NSD1 CnHapom Ha CoToc 1 Sotos Syndrome 1

NSDHL CHILD cuHapom CHILD syndrome

PACS1 CuHApOM Ha Schuurs-Hoeijmakers Schuurs-Hoeijmakers syndrome

PIK3CA CuHgpom Ha Cowden 5 Cowden syndrome 5

PIK3R2 CUHAPOM Ha MeraneHuedpanva-noavMmkporupus-nonngaktunvs- | Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
xvuapouedpanvs 1 syndrome 1

PPP2R1A Pa3CTPOVICTBO Ha MHTENEKTYaNHOTO Pa3BUTIE, BBTO3OMHO Intellectual developmental disorder, autosomal dominant 36
AOMUHAHTHO 36

PPP2R5D Pa3CTPOVCTBO Ha MHTENEKTYANHOTO PA3BUTIE, ABTO30MHO Intellectual developmental disorder, autosomal dominant 35
AOMUHAHTHO 35

PRKARTA AKpoan30CTO3a 1, CbC UK 6e3 XOPMOHaNHa Pe3NCTEHTHOCT Acrodysostosis 1, with or without Hormone Resistance

PTPN11 CuHApoM Ha HyHaH 1 Noonan Syndrome 1
Hapyuienue Ha HeBpOnOrvHOTO passnTye ¢ AvxaTenHa Neurodevelopmental disorder with neonatal respiratory

PURA HEeAO0CTaTbYHOCT, XUMOTOHWA U TPYAHOCTU MPU XPaHEHETo Ha ) L X } e .

insufficiency, hypotonia, and feeding difficulties

HOBOPO/EHOTO

RAD21 CuHapom Ha KopHenusa ge NlaHre 4 Cornelia de Lange syndrome 4

RAF1 CyvHapoMm Ha HyHaH 5 Noonan Syndrome 5

RERE HapylueHne Ha HEBPOIOrMYHOTO pa3BuTMe CbC Uan 6e3 aHomanun  Neurodevelopmental disorder with or without anomalies of the
Ha MO3bKa, O4MTe NN CbPLETO brain, eye, or heart

RIT1 CrHApOM Ha HyHaH 8 Noonan Syndrome 8

RPS6KA3 CuHapoM Ha KoduH-/loypu Coffin-Lowry Syndrome

RUNX2 MeTadumsapHa gncnnasma C MakcunapHa xunonnasus cbc uam 6es | Metaphyseal Dysplasia with Maxillary Hypoplasia with or without
6paxmaakTuAns Brachydactyly

RUNX2 KnelgokpaHuanHa gucnnasus Cleidocranial dysplasia

SATB2 Glass cuHapoMm (SATB2-acounmpaHusT CUHAPOM) Glass Syndrome

SCN1A PaHHa aeTcka enunenTuyHa eHuedpanonaTvs 6 Early Infantile Epileptic Encephalopathy 6

SCN1A EnunienTuuy eHyedanonativ B paHHa U AeTCka BL3pact 6B, He Developmental and epileptic encephalopathy 6B, non-Dravet
cuHApom [ipase

SCN2A EnunenTnyHmn eHuedanonatum B paHHa 1 getcka Bb3pact 11 Developmental and epileptic encephalopathy 11

SCN2A EnunsognuHa atakcus, Tun 9 Episodic ataxia, type 9

SCN8A EnnnenTnyHu eHuedanonaTnm B paHHa 1 AeTcka Bb3pacT 13 Developmental and epileptic encephalopathy 13

SCN8A KorHnTrBHO yBpeXAaHe cbC Uau 6es LepebenapHa atakcms Cognitive Impairment With Or Without Cerebellar Ataxia

SETBP1 CuHApoM Ha LnHuen-fmanoH Schinzel-Giedion syndrome

SETBP1 Pa3CTPOCTBO Ha NHTE/IEKTYaNHOTO PasBNTIE, aBTO30MHO- Intellectual developmental disorder, autosomal dominant 29
AOMUHAHTHO 29

SETD2 CrHapoMm Ha JllockaH-JTiomuLu Luscan-Lumish Syndrome

SETD5 Pa3CTPOVICTBO Ha MHTENEKTYaNHOTO Pa3BUTIE, ABTO30MHO- Intellectual developmental disorder, autosomal dominant 23
AOMUHAHTHO 23

SHANK3 CuHapom Ha ®enaH-Makaepmug Phelan-McDermid Syndrome

SHOC2 EomraApOM' MoAoGeH Ha CHAPOMa Ha HyHaH, c oTcnabera aHarenHa Noonan-Like Syndrome with Loose Anagen Hair

SKI CrHapoMm Ha LUnpuHueH-Tona6epr Shprintzen-Goldberg Syndrome

SLC25A24 MporepongeH cMHAPOM Ha POHTeH Fontaine Progeroid Syndrome

SMAD3 CUHAPOM Ha JlyiAc-Aniite 3 Loeys-Dietz syndrome 3




SMAD4 CuHApOM Ha Myhre Myhre Syndrome

SMARCA2 CuHApoM Ha Hukonanaec-bapaiiuep Nicolaides-Baraitser Syndrome

SMARCA2 g;':éqlffmwé”a 6nedapopumosa v HapyLueHo MHTENeKTyaHO Blepharophimosis-impaired intellectual development syndrome

SMARCA4 ABTO30MHO JOMVWHAHTHO YMCTBEHO M30CcTaBaHe 16 Autosomal Dominant Mental Retardation 16

SMARCB1 ABTO30MHO JOMWHAHTHO YMCTBEHO n30cTaBaHe 15 Autosomal Dominant Mental Retardation 15

SMARCE1 CuHapom Ha KoduH-Cupuc 5 Coffin-Siris Syndrome 5

SMC1A CnHapom Ha KopHenusa ge NlaHre 2 Cornelia de Lange syndrome 2

SMC3 CnHapom Ha KopHenus ge NlaHre 3 Cornelia de Lange syndrome 3

SOs1 CrHapom Ha HyHaH 4 Noonan Syndrome 4

SOS2 CyvHapom Ha HyHaH 9 Noonan Syndrome 9

SOX9 KamnomennyHa gucnnasus Campomelic Dysplasia

SPECCTL Opitz GBBB cuHapom, Tun Il Opitz GBBB Syndrome, Type Il

SPTAN1 EnvnenTuyHn eHuedanonaTnn B paHHa 1 AeTcka Bb3pacT 5 Developmental and epileptic encephalopathy 5

SRCAP CMHAPOM Ha NaaBaLLloTo NpucTaHuLLe Floating-Harbor Syndrome

SRCAP 3abaBsiHe B Pa3BUTMETO, XUMOTOHMSA, MyCKYNHO-CkeneTHU aedekTn Developmental delay, hypotonia, musculoskeletal defects, and
1 NoBeAeHYeCck OTKIOHEeHUS behavioral abnormalities

STAT3 CUHAPOM Ha noBTapsALLa ce UHdeKLMs ¢ xunep-IgE Hyper-IgE recurrent infection syndrome

STXBP1 EnunenTnyHu eHuedanonatum B paHHa v AeTcka Bb3pacT 4 Developmental and epileptic encephalopathy 4

SYNGAP1 Pa3CTPOVICTBO Ha MHTENEKTYaNHOTO Pa3BUTIE, BBTO30MHO Intellectual developmental disorder, autosomal dominant 5
AOMUHAHTHO 5

TBL1XR1 CrvHApOM Ha MunepnoHT Pierpont Syndrome

TBL1XR1 Pa3CTPOVCTBO Ha MHTENEKTYaNHOTO Pa3BUTIE, ABTO30MHO Intellectual developmental disorder, autosomal dominant 41
AOMUHAHTHO 41

TBX5 CrHApoM Ha XonT-Opam Holt-Oram Syndrome

TCF4 CrHAPOM Ha MUT-XonknHc Pitt-Hopkins syndrome

TGFB2 CUHAPOM Ha JlyiAc-Aniitc 4 Loeys-Dietz syndrome 4

TGFBR1 CUHAPOM Ha JlyiAc-AniATc 1 Loeys-Dietz syndrome 1

TGFBR2 CUHAPOM Ha JlyiAc-Auniite 2 Loeys-Dietz syndrome 2

TRAF7 CbpAeUHM, IMUEBY 1 ANTATAHY BHOMANNIA € M30CTaBaHE B Cardiac, Facial, and Digital Anomalies with Developmental Delay
passuTneTo

TRPS1 TpuxopuHopanaHrnaneH cuHapom, Tun | Trichorhinophalangeal syndrome, type |

TSC1 Tyb6eposHa ckneposa -1 Tuberous Sclerosis-1

TSC2 Ty6eposHa ckneposa -2 Tuberous Sclerosis-2

TUBATA JlnceHuedanuns 3 Lissencephaly 3

TUBB CUMeTPUYHN NepudepHN KOXHU FMbHKU, BPOAEeHM, 1 Symmetric circumferential skin creases, congenital, 1

TUBB KopTwkanka Ancnnasns, KoMniiekcHa, ¢ Apyri Mo3wyHi Cortical Dysplasia, Complex, with Other Brain Malformations 6
Mandopmaumm 6

TUBB2A KopTukanta Ancnnasms, KOMINIEKCHA, € APYTY MO3BUHY Cortical Dysplasia, Complex, with Other Brain Malformations 5
mMandopmaymm 5

TUBB4A JNleBkoancTpodua, XunoMmmennHusnpala, 6 Leukodystrophy, hypomyelinating, 6

TWIST1 CrHapoMm Ha CaeTpe-YoTueH CbC v 6e3 aHoManuu Ha knenaymte | Saethre-Chotzen syndrome with or without eyelid anomalies

TWIST1 KpaHunocuHocTosa 1 Craniosynostosis 1

TWIST1 CnHapoMm Ha Sweeney-Cox Sweeney-Cox syndrome

TWIST1 CUHAPOM Ha Po6uHoB-Copayd Robinow-Sorauf Syndrome

WDR45 HeBpogereHepauua c HaTpynBaHe Ha XeNs30 B MO3bka 5 Neurodegeneration with brain iron accumulation 5

ZBTB20 CuHapom Ha Mpumpoys Primrose syndrome

ZC4H2 CuHapom Ha Wieacker-Wolff, orpaHunueH 3a xeHun Wieacker-Wolff syndrome, female-restricted

ZEB2 CnHAPOMBT Ha MoyaT-YUncbwH Mowat-Wilson syndrome




NIFTY PREMIUM CTATUCTUKA

CUHAPOM YYBCTBUTENHOCT CMEUNPUYHOCT PPV
Tpuzomua 21 99.17% 99.95% 92.19%
Tpuzomusa 18 98.24% 99.95% 76.61%
Tpusomus 13 99.96% 32.84%
NV >10 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
EaHoreHHu 3abonsiBaHus >99% NA
Mon Ha nnoaa 99,53% 99.20% NA
AHEYN0MANN HA MOTOBUTE 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: [laHHVTe B Tab/viLiaTa ce OCHOBABaT Ha UCTOpWYecKa JivTepatypa 1 BbTPELLHM JaHHU 1 OTPassiBaT CamMo MUHa/V OTKPUTVIS, @ He JelCTBUTENHOTO ChCTOsHYE Ha TecTBaHaTa npoba nan
rapaHTVipaHaTa CTOVHOCT.
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