Cnuncok 60 MUKpoAYNIMKaLMOHHbIX/MUKPOAENeLMOHHbIX CUHAPOMOB,
onpepensaeMbix Npu nposeaeHnn 3soreH-HUMNT
List of 60 microdeletion/duplication syndromes included in Evogen-NIPT.

3a6oneBaHune Disease PeruoH/region
CuHAapoM geneunn 1p36 1p36 microdeletion syndrome 1p36
CUHAPOM KOLLauybero Kpmka Cri du Chat (5p deletion) syndrome 5pl15.2 to the entire
short arm
CUHAPOM KOoLLlaybero rnasa Cat-eye syndrome (CES) 22q11.21
CuHAOpoMbl AHrenbMaHa/Mpagepa-Bunnm Angelman syndrome/Prader — Willi syndrome 15g11-g13
Mpagepa - BUnnmn-nogo6bHbI CUHOPOM Prader-Willi-like syndrome 6016.3
CuHapoM BaH-gep-Byna Van der Woude syndrome | (VWS) 1932.2-q41
CuHppom @amHronbga 1 Tmna Feingold Syndrome | 2p24.3
CuHpgpoMm Mnacc Glass Syndrome 2933.1
CuHapoM AkceHdenbga — Purepa tmn 1 Axenfeld — Rieger syndrome type 1 4925
CuHppoMm KopHenuu ge MaHre | Cornelia de Lange syndrome-1 (CDLS) 5p13.2
CuHppom CeTpe — YoT3eHa Saethre-Chotzen syndrome (SCS) 7p21.1
CuHOpoM JlaHrepa - N'mgmoHa Langer-Giedion syndrome (LGS) 8Q023.3-g24.11
CUHOPOM MOHOCOMUK 9P Monosomy 9p syndrome 9p22.3-p23
CuHapoMm Ou Oxxopaykm Tmn 2 DiGeorge type 2 syndrome (DGS2) 10p14-p13
CuHapoM BaHaaH — Pannn — PyBanbkaba Bannayan - Riley — Ruvalcaba Syndrome (BRRS) 10g23.31
CuHapoM KoyneHa Cowden Syndrome (CD) 10g23.31
CUHAPOM HEYYBCTBUTENBHOCTU Androgen insensitivity Syndrome (AIS) Xq12
K aHOporeHam
CuHapoM AkobceHa Jacobsen syndrome 11924-925
CuHApoM anbda-TanacceMmm 1 yMCTBEHHOM Alpha Thalassemia, Mental Retardation Syndrome 16p13.3
OTCTanocTn
CuHapoMm leHamn-Yokepa Dandy — Walker syndrome (DWS) 3022-924
CUHOPOM FNyXoThbl 1 6ecrnnoama Deafness — infertility syndrome 15g15.3
CuHapom MoTouku — JTynckm Potocki — Lupski Syndrome (17p11.2 duplication 17p11.2
Syndrome)
CuHapom CMmTa — MareHuca Smith — Magenis syndrome 17p11.2
CUHOPOM MUKPODTANbMUU C IMHENHBIMM Microphthalmia with linear skin defects (MLS Xp22.2
oedeKTaMmy KOXKu syndrome)
CuHapoMm Ourree — Menbxmopa — KnayseHa Dyggve — Melchior — Clausen syndrome (DMC) 18921.1
CuHapoMm geneunm 10926 Chromosome 10g deletion Syndrome 10g26
BpaHxmo-oTo-peHanbHbli cuHapoM | (CHOpOM Branchio-oto-renal syndrome (BOR)/Melnick-Fraser 8q13.3
MenbHunka-Ppensepa) syndrome
12914 MyKpoaeneuMoHHbIM CUHOPOM Chromosome 12g14 microdeletion syndrome 12914
CUHAOPOM pacllenneHns Kknucrem/cron Tmn 3 Split-hand/foot malformation type 3 (SHFM3) 10924
CUHAOPOM pacllenneHns kucrem/cron Tmn 5 Split-hand/foot malformation type 5 2931
TpuxopuHodanaHreanbHblA CUHOPOM TUM 1 Trichorhinophalangeal syndrome type | 8p23.3
[ononpo3aHuedanma Tmn 1 Holoprosencephaly type 1 (HPET) 21922.3
[ononpo3aHuedanma Tmn 4 Holoprosencephaly type 4 (HPE4) 18p11.31
[ononpo3aHuedanma Tmn 6 Holoprosencephaly type 6 (HPE®G) 2937.1-937.3
CUHOPOM MUKpoOPTanbMUM TUMN 6, TMMNonIasna Microphthalmia type 6 syndrome, pituitary hypoplasia 14922.2-922.3
rmnodmsa
CuHAPOM aynnnKaunm 8p23.1 8p23.1 duplication syndrome 8p23.1
CuHApOoM geneunm 8p23.1 8p23.1 deletion syndrome 8p23.1
CuHapom gynnukauum 11q11-q13.3 11g11-g13.3 duplication syndrome Nq11-g13.3
CuHapoM geneunm 149q11-g22 14q11-g22 deletion syndrome 14g11-g22
CuHapoMm geneunnm 17921.31 17921.31 deletion syndrome 17921.31
CuHApoM oynankaumm 17921.31 17921.31 duplication syndrome 17921.31
CuHApoM geneunn 18p Chromosome 18p deletion syndrome 18p
CuHopoMm geneunn 18q Chromosome 18q deletion syndrome 189
1941-g42 MUKpoaeneunoHHbIA CUHOPOM 1941-g42 microdeletion syndrome 1941-q42
10922.3-g23.31 MUKpogeneLmMoHHbIN CUHOPOM Chromosome 10922.3-g23.31 microdeletion Syndrome 10922.3-g23.31
16p11.2-p12.2 MUKpOAENeLMOHHbIA CUHOPOM 16p11.2-p12.2 microdeletion syndrome T6p11.2-p12.2
16p11.2-p12.2 MUKPOAYMIMKALUOHHbBIM CUHAPOM 16p11.2-p12.2 microduplication syndrome T6p11.2-p12.2
CuHopom geneumnn 5921.1-g31.2 5g21.1-g31.2 deletion syndrome 5921.1-g31.2
CuHOpoMm oynnukaumm 15926 15926 overgrowth syndrome 15926
BpoypeHHas onadparmManbHas rpbixa Diaphragmatic hernia, congenital (HCD/DIHT) 15g26.1
OwvcTanbHblIM apTporpunos 2B Distal Arthrogryposis type 2B (DA2B) 9p13.3,11p15.5;17p13.1
AHnpuomna n WAGR cHapom Aniridia 11 & WAGR syndrome 11p13
NenkogucTtpoodus ¢ gucbanaHcom 11g14.2-q14.3 Leukodystrophy with 11g14.2-q14.3 11g14.2-q14.3
Onyxonb Bunbmca Wilms tumor 1 (WTI) 1pl13
MblleyHas auctpoobusa doleHHa /MblledHas Duchenne muscular dystrophy (DMD); Xp21.2-p21.1
aunctpoouma OoweHHa-bekkepa Duchenne/Becker muscular dystrophy (DMD/BMD)
OpodaunognrmTanbHblM CUHLPOM Orofaciodigital syndrome | Xp22.2
Xp11.22-p11.23 MUKpPOLAYMNNTMKALMOHHbIA CUHOPOM Xp11.22-p11.23 microduplication syndrome Xp11.22-p11.23
X-cuenneHHbIn nuMmdonponndepaTMBHbIN X-linked lymphoproliferative syndrome (XLP) Xg25
CUHOPOM
MaHrMnonMTyMTapmam X-cLUemnneHHbIN Panhypopituitarism, X-linked Xg26-927
X-cuenneHHasa yMCTBeHHasa OTCTanocTb X-linked mental retardation with isolated growth Xqg26-g27
C U30/TIMPOBaAHHbIM AedULIMTOM FOPMOHa PoCTa hormone deficiency




