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3AK/TIOMEHUE
MONIEKYNAPHO-LUTOreHEeTUYECKOro uccneaoBaHuaA
(XpomocomMHbI MUKpOMaTPUUHbIA aHanu3 "CTaHgapTHbIN")
Homep pgorosopa: 309511 [ata 3abopa marepmana: 26.11.2025 .
MayueHT: NMog3oposa MunaHua BnagnucnasosHa  [lata u Bpema NOCTYyNAeHUA matepuana B
Data poxpeHua: 09.08.2025 nabopartopwuio: 28.11.2025 15:18
Bupg 6uomarepuana: Kposb EDTA [arta rotoBHOCTU UccneposaHua: 14.12.2025

KnuHuuecknii gnarHos: ObcnenosaHue.
PE3Y/IbTATbl UCCNNEAOBAHNA

MoneKkynapHbiii KapuoTtun (B cootsetcTBmm ¢ ISCN 2020):
arr[GRCh38] 8p23.3p23.1(214985_6990981)x1,8p23.1p11.22(12718353_39366659)x3,
8p11.22p11.1(39533298_43979227)x3

1. AHeynnaouduu:
He obHapyKeHo.
2. Bapuayuu 4ucna konuli eeHos (CNV):

UmeeTca mmnkpogeneumsa ydactka 8 xpomocomsol ¢ nosmumumn 214985 ao nosmumm 6990981.
Pasmep: 6775996 n.H.
Yucno reHoB B ob6nactu gucbanauca: 15.

OMIM reHbl u peHoTUNDbI B 06nacTn gucbanauca:
ANGPT2 [AD] Lymphatic malformation 10, 619369.
ARHGEF10 [AD] ?Slowed nerve conduction velocity, AD, 608236.
CLN8 [AR] Ceroid lipofuscinosis, neuronal, 8, 600143.
CLN8 [AR] Ceroid lipofuscinosis, neuronal, 8, Northern epilepsy variant, 610003.
MCPH1 [AR] Microcephaly 1, primary, autosomal recessive, 251200.
FBXO025 (609098), TDRP (619049), DLGAP2 (605438KBTBD11 (618794), MYOM?2 (603509), CSMD1
(608397), AGPATS (614796), DEFB1 (602056), DEFA6 (600471), DEFA4 (601157), DEFA1 (125220)

B 6a3ax gaHHbix Decipher mn ClinVar mukpogeneumn paHHon o6aacTU OnNMCaHbl Kak MATOreHHbIE,
BEPOATHO NaToreHHble K Bapuauum Yncna konmin HK (CNV) ¢ HeEM3BEeCTHOM KNMHMUYECKOM 3HAYMMOCTbIO
Yy MNauMeHTOB C ManblMWM AHOMANMAMM, NOPOKAMM M 3a[EP!KKOW pa3suTuA. B 6ase HopmanbHbIX
reHOMHbIX BaprMaHToB DGV obHapyKeHHas MUKpogeneumns He MHAEKCMPOBaAHa.

Mo cOBOKYNHOCTU CBeAEHUI, 06HapYKEHHYI0 MUKPOAENeL Mo CTOUT PAcLLleHUBATb KakK NaTOreHHylo.

NmeeTca AynanMKauma y4acTka 8 xpomocombl ¢ no3mumm 12718353 ao no3mumnmn 39366659.
Pasmep: 26648306 n.H.
Yucno reHos B o6nactu aucbanaHca: 140.

OMIM reHbl u peHoTUNBI B 06/1aCcTH AnucbanaHca:
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ADAM9 [AR] Cone-rod dystrophy 9, 612775.

ADRB3 [AD AR MF] {Obesity, susceptibility to}, 601665.

ASAH1 [AR] Spinal muscular atrophy with progressive myoclonic epilepsy, 159950.
ASAH1 [AR] Farber lipogranulomatosis, 228000.

ATP6V1B2 [AD] Deafness, congenital, with onychodystrophy, autosomal dominant, 124480.
ATP6V1B2 [AD] Zimmermann-Laband syndrome 2, 616455.

BMP1 [AR] Osteogenesis imperfecta, type Xlll, 614856.

CHRNA2 [AD] Epilepsy, nocturnal frontal lobe, type 4, 610353.

CSGALNACT1 [AR] Skeletal dysplasia, mild, with joint laxity and advanced bone age, 618870.
DDHD2 [AR] Spastic paraplegia 54, autosomal recessive, 615033.

DLC1 Colorectal cancer, somatic, 114500.

EPHX2 [AD AR] {Hypercholesterolemia, familial, due to LDLR defect, modifier of}, 143890.
ERLIN2 [AR] Spastic paraplegia 18B, autosomal recessive, 611225.

ERLIN2 [AD] Spastic paraplegia 18A, autosomal dominant, 620512.

ESCO2 [AR]Juberg-Hayward syndrome, 216100.

ESCO2 [AR] Roberts-SC phocomelia syndrome, 268300.

ESCO2 [AR] SC phocomelia syndrome, 269000.

EXTL3 [AR] Immunoskeletal dysplasia with neurodevelopmental abnormalities, 617425.
FGF17 [AD] Hypogonadotropic hypogonadism 20 with or without anosmia, 615270.
FGF20 [AR] ?Renal hypodysplasia/aplasia 2, 615721.

FGFR1 [AD] Pfeiffer syndrome, 101600.

FGFR1 [AD] Jackson-Weiss syndrome, 123150.

FGFR1 [AD] Hypogonadotropic hypogonadism 2 with or without anosmia, 147950.
FGFR1 [AD] Osteoglophonic dysplasia, 166250.

FGFR1 [AD] Trigonocephaly 1, 190440.

FGFR1 Encephalocraniocutaneous lipomatosis, somatic mosaic, 613001.

FGFR1 [AD] Hartsfield syndrome, 615465.

GNRH1 [AR] ?Hypogonadotropic hypogonadism 12 with or without anosmia, 614841.
GSR [AR] Anemia, congenital, nonspherocytic hemolytic, 10, glutathione reductase deficient, 618660.
GTF2E2 [AR] Trichothiodystrophy 6, nonphotosensitive, 616943.

HR [AR] Alopecia universalis, 203655.

HR [AR] Atrichia with papular lesions, 209500.

KCNU1 [AR] Spermatogenic failure 79, 620196.

LGI3 [AR] Intellectual developmental disorder with muscle tone abnormalities and distal skeletal
defects, 620007.

LPL [AD] Combined hyperlipidemia, familial, 144250.

LPL [AR] Lipoprotein lipase deficiency, 238600.

LPL [AR] [High density lipoprotein cholesterol level QTL 11], 238600.

LSM1 [AR] FICUS syndrome, 621193.

LZTS1 Esophageal squamous cell carcinoma, somatic, 133239.

MSR1 Barrett esophagus/esophageal adenocarcinoma, 614266.

NAT2 [AR] [Acetylation, slow], 243400.

NEFL [AD] Charcot-Marie-Tooth disease, type 2E, 607684.

NEFL [AD AR] Charcot-Marie-Tooth disease, type 1F, 607734.

NEFL [AD] Charcot-Marie-Tooth disease, dominant intermediate G, 617882.

NKX2-6 Conotruncal heart malformations, 217095.

NKX2-6 Persistent truncus arteriosus, 217095.

PDGFRL Colorectal cancer, somatic, 114500.

PDGFRL Hepatocellular cancer, somatic, 114550.

PLPBP [AR] Epilepsy, early-onset, 1, vitamin B6-dependent, 617290.

RHOBTB2 [AD] Developmental and epileptic encephalopathy 64, 618004.
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SFTPC [AD] Surfactant metabolism dysfunction, pulmonary, 2, 610913.
SLC39A14 [AD] ?Hyperostosis cranalis interna, 144755.

SLC39A14 [AR] Hypermanganesemia with dystonia 2, 617013.

STAR [AR] Lipoid adrenal hyperplasia, 201710.

TEX15 [AR] Spermatogenic failure 25, 617960.

TNFRSF10B [AR] Squamous cell carcinoma, head and neck, 275355.

TTI2 [AR] Intellectual developmental disorder, autosomal recessive 39, 615541.
TUSC3 [AR] Intellectual developmental disorder, autosomal recessive 7, 611093.
VPS37A [AR] Spastic paraplegia 53, autosomal recessive, 614898.

RECQL2 [AR] Werner syndrome, 277700.

B 6a3ax aaHHbix Decipher u ClinVar gynankaummn gaHHoi 061acTi onucaHbl Kak NaToreHHble U BEPOATHO
naToreHHble y NAUMEHTOB C MajbiMM aHOMAZIMAMMU W 33LEPKKOM pa3BuTMAa. B 6ase HopmanbHbIX
reHOMHbIX BaprMaHToB DGV obHapyKeHHasa AynanKauma He MHAEKCUMPOBaHa.

Mo cOBOKYNHOCTU cBeAeHUIU, 06HapYKEeHHYI0 AYNIMKALMIO CTOUT PacL,eHUBaTb KaK NaTOreHHylo.

NmeeTca MUKpoAYNAMKALMA YYacTKa 8 Xxpomocombl ¢ no3nuuun 39533298 ao nosmumnmn 43979227.
Pasmep: 4445929 n.H.
Yucno reHos B obnactu aucbanaHca: 28.

OMIM reHbl u peHoTUNDbI B 06nacTn gucbanauca:
ANK1 [AD AR] Spherocytosis, type 1, 182900.
HGSNAT [AR] Mucopolysaccharidosis type IlIC (Sanfilippo C), 252930.
HGSNAT [AR] Retinitis pigmentosa 73, 616544.
IKBKB [AR] Immunodeficiency 15B, 615592.
IKBKB [AD] Immunodeficiency 15A, 618204.
KAT6A [AD] Arboleda-Tham syndrome, 616268.
POMK [AR] Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type A,
12, 615249.
POMK [AR] ?Muscular dystrophy-dystroglycanopathy (limb-girdle), type C, 12, 616094.
RNF170 [AD] Ataxia, sensory, 1, autosomal dominant, 608984.
RNF170 [AR] Spastic paraplegia 85, autosomal recessive, 619686.
SLC20A2 [AD] Basal ganglia calcification, idiopathic, 1, 213600.
THAP1 [AD] Dystonia 6, torsion, 602629.
ADAM18 (619495), ADAM2 (601533), IDO1 (147435), IDO2 (612129), TCIM (607702), SFRP1 (604156),
GOLGA7 (609453), GINS4 (610611), GPAT4 (608143), NKX6-3 (610772), AP3M2 (610469), PLAT (173370),
POLB (174760), DKK4 (605417), VDAC3 (610029), CHRNB3 (118508), CHRNA6 (606888), HOOK3
(607825), FNTA (134635), POTEA (608915)

B 6a3ax gaHHbIx Decipher u ClinVar mukpoaynamkauum gaHHoi ob6aacti onmncaHbl KaK NaToreHHble M
BEPOATHO MNATOreHHble Yy MaAUMEHTOB C MaJbiIMWM aHOMANMAMMU U 33a4EPXKKOM pa3BuTusa. B base
HOPMa/IbHbIX FEHOMHbIX BapuaHToB DGV obHapyKeHHaa MUKPOAYNIMKaLUUA HE MHAEKCUPOBaHa.

Mo coBOKYMHOCTU CBeAEHUIA, OOHAPY}KEHHYI0O MUKPOAYN/IMKALMIO CTOUT PacCL,eHUBATb KaK BEPOATHO
NaToreHHylo.

Y Nopg3oposoit MunaHmmn BnagmucnaBoBHbI MMEETCA CN0XKHbI anucbanaHc xpomocombl 8.

3. YuacmkKu nomepu emepo3ucomHocmu, codepmatuue 2EHbl, C8A30HHbIE C dJeHOMEHOM
umrnpuHmuHeaa:

He obHapyeHo.
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4. 06bwuti pasmep npomsaxceHHsix (>3 000 000 n1.H.) y4acmKos nomepu eemepo3u2omHocmu - Hem
(obwenonynayuoHHbIl yposeHsb)

PeKOMeHAVETCﬂ KOHCY/1IbTaluMA Bpavya-reHeTuKa.

14.12.2025

Bpay-reHeTuK laicuHa Ainrynb PycnaHoBHa
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XPOMOCOMHBI MUKPOMATPUYHBIN AHAJIN3
uHdopMmanus 06 uccjaeT0BAHUN

XPOMOCOMHBIN  MUKpOMAaTPUYHbIA aHanma (XMA, MonekynsipHO-LMTOreHeTUYeckoe WuccrnefoBaHue, MOMeEKyNsipHoe
KapuoTUNMPOBaHWE) — 3TO TECT AN OnpeaeneHns CTPYKTYpHbIX nameHeHun OHK npu koTopbix npoucxoauT M3aMeHeHue
KONMYecTBa reHeTMYEeCKoro matepuana - Aeneummn n gynnvkaumm.

XpOMOCOMHbIVI MVIKpOManM‘-IHbIVI aHanms3 ABnAeTcda peKkoMmeH4OBaHHbIM €coo0LLEeCTBOM MEANLMHCKNX FTEHETUKOB TECTOM
I'IepBOI7I NMHUKM Ona gnarHOCTUKU NpUYnH BPOXAEHHbIX MOPOKOB pa3BUTUA, yMCTBeHHOVI OTCTanocTu, anunencumn wu
ayTm3ama, a Takke MrUKpoaeneumoHHbIX 1 MUKpOoAYyNIMKauMOHHbIX CUHOPOMOB.

MukpopgeneLMOHHbIE CUHAPOMbI — reHeTU4ecke 3aboneBaHns, Bbi3biBaeMble OTCYTCTBMEM HEBOMbLUMX, HE BUOVMbIX
B MMKPOCKOI, Y4aCTKOB XPOMOCOM (MUKpogeneumsamu).

MukpogynnukaunMoHHble CUHOPOMBI - reHeTu4eckue 3aboneBaHusi, Bbi3biIBaEMblE HaNMMYMEM OOMONHUTENbHBLIX KOMUIA
y4aCTKOB XpOMOCOM, HE BUAMMbIX B CBETOBOM MUKPOCKOMN (MUKpOAYNMKauusmu).

Bo3moxHocTu XPOMOCOMHOINro MMKpoMaTpu4HOro aHanusa

PaCLIJVIpeHHbIVI XpOMOCOMHbIVI MVIKpOManVI‘-IHbIVI aHann3 BbIABNAET CTPYKTYPHble U3MEHEeHUA Ha YpPOBHE 3K30HOB
(KOD,VIpleLIJ,VIX y4acCcTKoB FeHOB), reHoB U y4aCTkoB XpOMOCOM C N3BECTHOWN KMNHUYECKOW 3HAYMMOCTbHO.

XpOMOCOMHbIVI MVIKpOManVI‘-IHbIIZ aHanna, TaKke KakK W aHalm3 Kapuotuna, No3BONIAET BbiABNATb aHeynnonann —
Hanuune OOMNOMHUTENbHOW NN oTCcyTCcTBME Kakon-nnbo XPOMOCOMbI, HO B OTinn4yMe OT CTaHOapPTHOro mccrnegoBaHuA
Kapnotuna nos3pondetr C BbICOKOM  TOYHOCTbLIO AnarHoCctupoBatb BCe€ U3BECTHble MUKpoAerneuuOHHble U
MUKpoaOyniMKauMOHHbIE CUHOPOMBbI, a Takxke Apyrine KnnHU4eCckun 3Ha4vynmble NU3MEeHEeHUA.

XPOMOCOMHbBIN MUKPOMATPUYHbBIA aHanu3 MOo3BONSAET BbIIBUTb Y4YacTKM C MNOTEpen retepo3nuroTHOCTM, YTO UMeeT
KNMHUYecKoe 3HayYeHne npu 6rmM3kopoaCcTBEHHOM Bpake unm nNpu oaHOPOAUTENBCKUX AUCOMUSIX (uarHocTrka GonesHen
UMMPUHTUHra). WHTepnpetaumss OaHHbIX  XPOMOCOMHOIO  MWKPOMAaTpWYHOrO  aHanmM3a  OCYLUEeCTBNSETCA C
NCNoNb30BaHMEM cneunanuanpoBaHHbIX reHetTudecknx 6a3 gaHHeix OMIM, ISCA, DECIPHER, DGV u gp. Ecnn B
pe3ynbTtate XPOMOCOMHOIO MMKPOMaTpPU4YHOro aHanu3 oOGHapyXeHbl naToreHHble U3MeHeHusi, Heobxoauma
KOHCYNnbTauus Bpayva-reHeTuKa, KOTOPbIN MOXeT NpaBUIIbHO WX MWHTepnpeTMpoBaTb, AaTb MNpaBuUlibHble
pekomeHAauum 1 caenartb NPOrHo3.

OrpaHuquvm XPOMOCOMHOINo MMKpomMaTpU4yHOro aHanusa.

XPOMOCOMHbBI MUKPOMATPUYHLIA aHanuM3 He BbIABMNAET cOanaHCMpOBaHHbIE W3MEHEHMWsl, TakMe Kak PeLUnpOoKHble
TpaHcnokauun, pobepTCOHOBCKME TpaHCrokauuu, WHBepcuu, Mo3amumsm MeHee 15%, TOukoBble MyTauuu,
MUKpoaeneunn/MIUKpoayniMkaLuum, pasmep KOTOpbIX HAXOAUTCA 3a Npegenamm paspeLuatoLlert cnocobHocT MeToaa, a
TaKKe 3KCMaHCUI0 TPUHYKIEOTMOHBIX MOBTOPOB.

OTcyTCTBVIe KITMHU4YeCKU 3HA4YUMbIX CTPYKTYPHbIX MepecTpoeKk XpOMOCOM He MUCKIN4vaeT reHeTU4YeCcKom
npupoAabl 3aboneBaHusi, B 4aCTHOCTMU MyTaLlMﬁ, KOTOpble ABNAKTCA I'IpVI"WIHOVI dyTOCOMHO-peLeCCUBHbLIX U
AYTOCOMHO-AOMMWHAHTbLIX HacneaACTBeHHbIX 3aboneBaHun u KOTOopble MOryT ObITb BbIsiBNIeHbl MeTOAOM
KIMTMHU4YeCKOro cCeKkBeHnpoBaHuns 3K3oma nméo TapreHTHbIM CeKBeHUpoBaHUeM.

PaclWwMpeHHbIN XPOMOCOMHbLIA MWUKPOMAaTPU4YHbLIA aHanu3 BbINOJIHAETCA Ha reHeTUYeCKOM aHanusaTope
FEHOCKAH 3000 c mcnonb3oBaHMeM MUKPOMAaTPUL, BbICOKOTO pa3peLueHus.

PezucmpauuoHHoe ydocmosepeHue chedeparnbHol cryxbbl mo Had3opy 8 cghepe 30pasoOXpaHeHUs U coyuarbHO20
pazsumusi Ne@CP 2010/08511
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