CnuncoK 60 MMKPOAYNAMKALMOHHBIX/MUKPOAENELIMOHHBIX CUHAPOMOB,
onpegensembix npu nposegeHun 6 HUNT (Makcumym)

List of 60 microdeletion/duplication syndromes included in 6 NIPT (Maximum).

3abonesaHue Disease PernoH/region
CuHgpom geneuun 1p36 1p36 microdeletion syndrome 1p36
CUHAPOM KOLIaYbero Kpuka Cri du Chat (5p deletion) syndrome 5p15.2 to the entire short arm
C/MHAPOM KoLaybero riasa Cat-eye syndrome (CES) 22qg11.21
CuHapombl AHrenbmaHa/Mpagepa-Bunim Angelman syndrome/Prader — Willi syndrome 15911-gq13
MNpagepa — Bunan-nofobHbI cMHapom Prader-Willi-like syndrome 6q16.3
CuHgpom BaH-aep-Byaa Van der Woude syndrome | (VWS) 1g32.2-gq41
CuHgpom daiHronbaa 1 tuna Feingold Syndrome | 2p24.3
CuHgpom acc Glass Syndrome 2g33.1
CuHgpom AkceHdenbaa — Purepa tun 1 Axenfeld — Rieger syndrome type 1 4925
CuHgpom KopHenuu ge Naure | Cornelia de Lange syndrome-1 (CDLS) 5p13.2
CuHgpom CeTpe —YoT3eHa Saethre-Chotzen syndrome (SCS) 7p21.1
CuvHapom JlaHrepa — N'MamoHa Langer-Giedion syndrome (LGS) 8g23.3-g24.11
CnHApOM moHocomum 9p Monosomy 9p syndrome 9p22.3-p23
CuHgpom Oun [JxKopaKu tmn 2 DiGeorge type 2 syndrome (DGS2) 10p14-p13
CuHppom baHasH — Paiiniv — PyBanbkaba Bannayan — Riley — Ruvalcaba Syndrome (BRRS) 10g23.31
CuHgpom KoyaeHa Cowden Syndrome (CD) 10g23.31
CUHAPOM HEYyBCTBUTENIbHOCTU K aHAPOreHam Androgen insensitivity Syndrome (AIS) Xql2
CuHppom AkobeeHa Jacobsen syndrome 11924-925
CuHapom anbda-Tanaccemmm n yMCTBEHHOM OTCTaNoCTn Alpha Thalassemia, Mental Retardation Syndrome 16p13.3
CuHgpom [eHaun-Yokepa Dandy — Walker syndrome (DWS) 3qg22-q24
CuHgpom rayxoTsl u 6ecnnoams Deafness — infertility syndrome 15915.3
CuHgpom lMoToukn — Jlyncku Potocki — Lupski Syndrome (17p11.2 duplication Syndrome) 17p11.2
CuHgpom Cmuta — MareHuca Smith — Magenis syndrome 17p11.2
CUHAPOM MUKPODTANbMUU C IMHENHBIMU AePEeKTaMU KOXKM Microphthalmia with linear skin defects (MLS syndrome) Xp22.2
CuHgpom urrse — Menbxuopa — KnayseHa Dyggve — Melchior — Clausen syndrome (DMC) 18qg21.1
CuHgpom geneuunn 10926 Chromosome 10q deletion Syndrome 10926
BpaHxMo-0TO-peHanbHbIi cuHapom | (CuHapom MenibHuKa- Branchio-oto-renal syndrome (BOR)/Melnick-Fraser syndrome 8qg13.3
dpeiizepa)
12914 MUKpOAENeLMOHHbIV CUHAPOM Chromosome 12g14 microdeletion syndrome 12914
CUMHAPOM paclienneHuns Kucrei/cron tmn 3 Split-hand/foot malformation type 3 (SHFM3) 10g24
CUHAPOM pacLuenaeHus Kuctei/cron Tun 5 Split-hand/foot malformation type 5 2q31
TpuxopunHodanaHreanbHbI cMHAPOM TUn 1 Trichorhinophalangeal syndrome type | 8p23.3
lononpossHuedpanua Tun 1 Holoprosencephaly type 1 (HPE1) 219223
TononposaHuedpanusa Tun 4 Holoprosencephaly type 4 (HPE4) 18p11.31
FTononposaHuedpanusa Tun 6 Holoprosencephaly type 6 (HPE6) 2qg37.1-937.3
CUHApPOM MUKpoobTanbMuK TMN 6, rMnonnasus runodusa Microphthalmia type 6 syndrome, pituitary hypoplasia 14922.2-922.3
CuHgpom gynaukauum 8p23.1 8p23.1 duplication syndrome 8p23.1
CuHgpom pgeneumnn 8p23.1 8p23.1 deletion syndrome 8p23.1
CuHapom gynaunkaumm 11911-q13.3 11g11-g13.3 duplication syndrome 11911-913.3
CuHapom geneumnn 14q11-g22 14q11-g22 deletion syndrome 14911-922
CuHapom geneumnn 17q21.31 17921.31 deletion syndrome 17¢921.31
CuHgpom gynankauumn 17g21.31 17g21.31 duplication syndrome 17g21.31
CuHgpom geneuunn 18p Chromosome 18p deletion syndrome 18p
CuHgpom geneuunn 18q Chromosome 18q deletion syndrome 18q
1941-942 MUKPOAENELMOHHBIN CUHAPOM 1941-g42 microdeletion syndrome 1g41-q42

10g22.3-g23.31 MMKpOAENEeLMOHHbIN CUHAPOM

Chromosome 10g22.3-g23.31 microdeletion Syndrome

10922.3-g23.31

16p11.2-p12.2 MUKpPOAENELMOHHBIV CUHAPOM

16p11.2-p12.2 microdeletion syndrome

16p11.2-p12.2

16p11.2-p12.2 MUKPOAYNANKALMOHHDBIA CUHAPOM

16p11.2-p12.2 microduplication syndrome

16p11.2-p12.2

CuHapom geneumnn 5921.1-931.2 5021.1-g31.2 deletion syndrome 5921.1-g31.2
CvHapom gynauvkaumm 15926 15026 overgrowth syndrome 15026
BpoxkaeHHas anadparmanbHas rpbixka Diaphragmatic hernia, congenital (HCD/DIH1) 15026.1
JAucTanbHbl apTporpunos 2B Distal Arthrogryposis type 2B (DA2B) 9p13.3;11p15.5;17p13.1
Anvpunama n WAGR cuHapom Aniridia 11 & WAGR syndrome 11p13
Neikoanctpodus ¢ gucbanaHcom 11q14.2-q14.3 Leukodystrophy with 11q14.2-q14.3 11914.2-q14.3
Onyxonb Bunbmca Wilms tumor 1 (WT1) 11p13
MbiweyHas auctpodusa AoweHHa /MblweuHas guctpodpus Duchenne muscular dystrophy (DMD); Duchenne/Becker Xp21.2-p21.1
[ioweHHa-bekkepa muscular dystrophy (DMD/BMD)

OpodaunoamrutanbHblii CUHAPOM Orofaciodigital syndrome | Xp22.2
Xp11.22-p11.23 MUKPOAYNAUKALMOHHbIV CUHAPOM Xp11.22-p11.23 microduplication syndrome Xp11.22-p11.23
X-cuenneHHbln anmdonponudepaTmsHbIit CUHAPOM X-linked lymphoproliferative syndrome (XLP) Xq25
MaHrMnonuTynTapmam X-cuenieHHbli Panhypopituitarism, X-linked Xq26-q27
X-cuenneHHaa yMCTBEHHAA OTCTaNoCTb X-linked mental retardation with isolated growth hormone Xq26-g27

C U30/IMPOBaHHBIM AEPULUTOM FOPMOHa pPOCTa

deficiency




