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MexoyHapoOHas cucmema yumozeHOMHOU HoMeHKnamypeol Yenoeeka (ISCN 2020):
00ONOoJIHEeHUSA U U3MeHeHUs 3anucu pe3y/libmamoe gsiyopecyeHmHol in situ 2ubpudusayuu
U XpOMOCOMHO20 MUKPOMAMPUYHO20 AHA/IU3A hpU KOHCMUMYMUBHbIX HAPYWeHUAX
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115522, r. MockBa, yn. Mockeopeube, A. 1

MexpyHapofHasa LToreHeTuyeckas HoMeHKaTypa bbiia 1 0CTaeTcA eAVHbIM YHUBEPCANbHBIM A3bIKOM /1A LIUTOreHEeTNKOB No6oi
yact Mupa. YHnduKaums TepMmrHoB, abbpesuraTtyp 1 Gopmyn AnA ONUcaHWA XPOMOCOMHbIX aHOManuii, HapAdy C NOHVMaHUEM
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No3BOJINIT HaM MPOAEMOHCTPUPOBATb OCHOBHbIE N3MEHEHNA B 3aMnn1cy pe3ysibTaToB LIMTOreHOMHbIX UCCIeJOBaHUI 1 CAeNaTb BbIBOA,
4TO AOMOJSTHEHUA B HOMEHK/AType OTPaXKaloT COBPEMEHHbI MOAXOA K ANArHOCTMKE XPOMOCOMHbIX aHOMaNIA.
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epBO€ YIIOMUHAHUE O [IUTOTEHETUYECKON HO-

MEHKJIaType OepeT Hayajlo Ha KoH(pepeHIIun B

Hensepe B 1960 romy, rue ObUIa IIpeaIoXeHa CH-
cTeMa OIMCaHUsI XpoMocoM uesioBeka [1]. Odunuanb-
Hasg Bepcust HomeHKaIaTypbl ISCN, B KOTOpO¥i ObLIU CU-
CTEeMaTU3MPOBAHbBI BCE MOHSTHSI U TIPUBEACHA 3aIllUCh pe-
3yJIbTaTOB aHAJIM3a KApUOTHUIIA C U3MEHEHUEM YrCIa WK
CTPYKTYpPBI XpOMOCOM, Obl1a u3naHa B 1978 rony [2]. C tex
IOp HOMEHKJIaTypa ITOCTOSIHHO COBEPIIIEHCTBOBAIACh, 00-
HOBJISLIIOCH HE TOJIBKO €€ ColiepXKaHue, HO M caMO Ha3Ba-
Hue. C 2016 1. «uuTOreHeTUYeCKas» HOMEHKJIaTypa cTa-
Jla «IUTOreHOMHOI» (An International System for Human
Cytogenomic Nomenclature) BciiencTBue HeOOXOIUMO-
CTU CTaHAAPTU3ALMU 3aIIUCH PE3YIbTATOB MOJTHOTCHOM -
HBIX MCCJIeIOBaHUI Garogapst BHEAPEHUIO HOBEMIIIMX
MOJIEKYJISIDHBIX METOIOB B NMPAKTUKY FeHETUYECKMX Jia-
o6opatopuii [3]. OnHaKo He Bce yueHble-KuCccaeaoBaTe I
COTIJIaCHBI C 3TUM NeperuMeHoBaHueM. I1o yTBepKaeHUIO
noktopa Tomaca Jlupa, pegakropa xxypHaina «Molecular
cytogenetics», KOppeKTHee ObLIO OBl BEPHYTHCS K Ha3Ba-
HUI0 «MexXnyHaponHasi cucTeMa IIMTOTeHeTUYECKO HO-
MEHKJIaTyphl YeJIOBeKa» C JOIMOJHEHUEM «BKJIIOYask HO-
MEHKJIATYpY JIJISI XpOMOCOMHOTO MMKPOMATPUYHOIO aHa-
qu3a (XMA), pailoH-cieluduIecKrux UCCAea0BaHUN U
T€HOMHOTO CEKBEHUpOBaHUs» [4]. ABTOpOM OTMeEYEHO,
yTo 124 13 151 TEKCTOBBIX CTpAHUL COAEPKAT CBEACHUS
0 CTaHJApTHOM 1 MoseKkyaspHoii nuToreHetuke (FISH)
U ToJIbKO 27 ctpaHull (18%) KHUTHY MOCBSIIEHBI 3aITUCU
pesyabratoB XMA, palioH-crieuuduueckux uccaeaona-
HUII 1 TEHOMHOT'O CEKBEHMPOBAaHUSI, [IO3TOMY CaMa HO-
MEHKJIaTypa B OOJIbIICH CTEIIEHU SBISIETCS UMEHHO 1M~
TOT€HETUYECKOIA.

B 2020 roay 6b1a onyoaMKOBaHa MOCIEAHSIS IECTBY-
1o11ast Bepcust MexxayHaponHOil CUCTeMbI IMTOTEHOMHOM
HoMeHkatypsl (ISCN 2020) [5]. Ctpykrypa ISCN 2020
ocTajiach TPaIUIIMOHHOM, OJTHAKO HEKOTOPbIE TJIaBbl ObI-
JIM OTIOJTHEHbI HOBBIMU AaHHBIMU. OCHOBHBIE U3MEHEHMS
OTMEUEHBI B IJIaBax O 3aIlliCcH pe3yabTatoB XMA U1 cekBe-
HUPOBaHUsI HOBOTO TIOKOJIEHHsI, KOTOpbIe B HOBOI BepCUu
COIIPOBOXKIAIOTCS OOJIBIIMM KOJIMYECTBOM IPUMEPOB [6].

JomnonHuTenbHast HGOpMals IIpUBeia K M3MEHEHU -
sIM B ITOPSIIKOBOM HOMepe CTpaHMIl (marmHauuu). bosb-
IIMHCTBO U3MEHEHUI U/UJIU TOIOJTHEHUIA 0003HAYEHbI
Cepoii MoJI0coii B IipaBoM Itosie. [IpencrasisieM 1moapoo-
Hoe oocyxaeHue uameHeHuit B ISCN 2020 o cpaBHeHUIO
¢ ISCN 2016, xacaembix 3anucu pe3ynbsratoB FISH in Situ
1 XMA ¢ HeKOTOpbIMU TTpUMEPaMU.

HecMoTpst Ha TO, YTO 3HAYUTEIBHBIX U3MEHEHUII B MC-
MOJIb30BaHUU MOJIEKYISIPHO-IIUTOI€HETUIECKOTO METO-
JIa u uHTepnpeTauuu pesyabratoB FISH He nmpowu3oiiuio,
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B r1aBe 13 «['ubpuausanus in'situ» oTMe4eHbl HEKOTO-
pble OTJIMYUSA OT MPENBIAYIIEN BEPCUU HOMEHKIIATYPHI.
Kak u ipeskie 3Ta I1aBa CTpyKTypUpOBaHa, OMHAKO B Heil
BbIJIEJIEHbI HOBBIE pa3/elibl ISl yI0OHOTO BOCIIPUSITUS Ma-
Tepuraja u 100aBJIeHbl HEKOTOPbIE TTOJOKEHUSI.

MaBa 13 «[nbpugusauus in situ»

B pasnene 13.1 «BBeneHue» cienaHo TOMOTHEHUE:

[1pu MCITOTB30BAHNM 1T TUATHOCTUKH XPOMOCOMHOI
TaTOJIOTMHU HECKOJBKMX TEeXHOJIOTHI TIEPBBIM 3aITUCHIBA-
IOT KapuoOTHII, 3aTeM — pe3ynbTaTtel FISH, mocnennumu —
pe3yabTaThl, TTIOJTYICHHBIE C MCITOIb30BAHNEM IPYTUX TEX-
Hojoruid. Kaxxaeiit pe3ynbTat pa3aessitoT ToUuKoi. MoxHO
HCTOJIb30BaTh APYrOM BAPUAHT 3aIUCH: PE3YIbTATHI, TTOJTY-
YEHHBIC C UCIIOJIb30BAaHNEM PA3TUIHBIX TEXHOJIOTUMA, MO-
TYT OBITh 3aIIMCaHBI HA OTACIBHBIX CTPOYKAX, B TOM CITy-
Yyae UX He HYy>KHO pa3aessiTh TOUKAMM.

Paznen 13.2 «I1pocasHasi/metadazHast TMOpUIA3ALIS
in'Situ» CTPYKTYPUPOBAH Ha IMOIpa3aebl U TOTIOJTHEH HO-
BBIMU YTOUHCHUSIMHU Y TIPUMEPAMMU:

— Korpa FISH ucrons3yior 1t yTouHeHUs WY OTIpe-

JIeJIEHNSI TOYEK Pa3phIBOB, MAEHTU(ULIMPOBAHHBIX IIPU

CTaHAAPTHOM IIUTOTCHETUIECKOM MCCIICIOBaHUN, pe-

3yJIBTATHI TIPONMCHIBAIOT B YacTH ish (ctp. 107)

— Toukmu pa3pbeiBoB He mponuckiBaioT B FISH-HO-

MEHKJIaType, €CJIM OHU HEe YTOUHSIOT Pe3ybTaT

G-03HauHTAa (cTp. 107)

BrigeneHs! ciaemyionine moapasaeib:

13.2.1 «HopmanbHble curHanbl». [Toapasaesn BriepBbie
nmob6asieH B uznanne ISCN 2020 n chopMupoBaH U3 3a-
MMCY HOPMAJIBHBIX Pe3yIbTaTOB (DIIyOPEeCIICHTHOM THOPH-
MUA3ALNH:

46,XX.ish X(DXZ1x2,SRYX0)

HopmanpHBIN XeHCKHII KapuOoTUN. BrImonHeH
FISH-ananmu3 (m1g yToYHeHUST KIMHUYECKOTO BOIIpoca
TIPUCYTCTBYET Ji1 TeH SRY B TeHOME WJIM HET) ¢ 30HIaMK
Ha LIEHTPOMEPHBIN paitoH XpoMocoMbI X (2 kormn) u SRY
reH (OTCYTCTBYET).

13.2.2 «<AHOMaJIbHBbIE CUTHAIBI TIPU UCCIIETOBAaHUN
C OMHUM 30HIOM». B MpuBeneHHBIX TTpUMepax yKa3aHbI
PE3YJIBTATHI 1T0 KIIMHNYECKHY 3HAYMMBIM 30HIaM WJIN WH-
(opMaTUBHBIM KOHTPOJBHBIM 30HAaM. JlaHHBIC TT0 KOH-
TPOJIBHBIM 30HIaM He CJIeAyeT YKa3bIBaTh, €CIIM CUTHAJIBI
COOTBETCTBYIOT HOpME:

ish der(X)t(X;Y)(p22.3;p11.3)(SRY+)

HepuBaTtHas xpomocoMa X, coaepkaias reH SRY Ha
Xp22.3 BcaeacTBUE MpeamnonaraeMoii HecoaraHCUpoOBaH-
HO TpaHCIOKAIINK MEXIYy KOPOTKMMH TIJIedaMU XpOMO-
comXuY.
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13.2.3 «AHOMAaJIbHbIE CUTHAaJIbl MPU UCCIAEAOBAHUN
C HECKOJIbKMMU 30HAaMW». [IpuBeneHbI IpUMephI 3aIu-
CHU pe3yJIbTaTOB IPU MUCTIOIb30BaHUM HECKOIBKUX 30H/IOB:

46,X,r(X).ish r(X)(p22.3q21)
(KAL+,DXZ1+,XIST+,DXZ4-)

ITpu FISH-aHanu3e ycTaHOBIEHO, UTO KOJIbLIEBAsT XPO-
MocoMa X COIEPXKUT Y4acTOK KOPOTKOTO Tuiedya (MapKep
KAL 1), uentpomepHblii paiioH (DXZ1) 1 yyacToK JJIMHHOTO
mieya xpomocoMbl X (XIST) i1 e conepxnut DXZ4 Ha Xq24.

13.2.4 «<AHOMaJIbHbIE MO3aMYHBIE WJIM XUMEPHbIE CUT-
HaJIbI IIPY UCITOJI30BaHUM OTHOTO MJIN HECKOJIbKMX 30H-
noB». I[TpuBeneHbI TPUMEPHI 3aITKCH PE3YJILTATOB B ClTyvae
MO3aMIIM3Ma WK xumepu3sma. KoimyecTBo KJIeToK ciemy-
eT yKa3blBaTh, €CJAM MO3aUlIM3M UM XMMEPU3M BBISIBJICH
MpYU KOHCTUTYTUBHOM aHaJIU3e:

46,X,+r.ish r(X)(wcpX+,DXZ1+)[15]/r(X)
(wepX+,DXZ1++)[10]

ITpu FISH-ananu3ze ¢ 1e1pHOXpOMOCOMHBIM 30HI0M
Ha XpoMocoMy X MAEHTU(PUILIMPOBAHA MUHYTHAsI XpPOMO-
coma X, 3aMelliaolas IoJIoBYIO XpOMOCOMY. 30H]T Ha IIeH-
TpOMepHBIii paiioH xpoMocoMmbl X (DXZ1) onpeaenu, 4to
YacTh KJIETOK COAEPKUT MOHOLIEHTPUYECKYIO KOJIBLIEBYIO
XpoMocoMy X, a YacCTh — JUIEHTPUIECKYIO.

13.2.7 «Cy6TennoMepHas MmeTacdasHast in Situ TMOpUIN-
3anust». [IpuBeneHbl TPUMEPHI 3aIMCHU PE3YJIbTaTOB:

ish t(13;20)(q34—,p13+;p13—,q34+)(RP11-
63L17—,RP5-1103G7+;RP5-1103G7—, RP11-63L17+)

IIpu FISH-ananu3e obHapyxeHa cbalaHCUpPOBaH-
Hasl TpaHCJIOKaLMs MEXIy CyOTeJOMepHbIMU paiioHAMU
JUTMHHOTO TIeya XpOMOCOMBI 13 M KOPOTKOTO mieya Xpo-
MocoMmbl 20.

Paznen 13.3 «<MHTepdasHas/gaaepHas rubpuan3anus
in'situ (nuc ish) CTPyKTYpUpOBaH.

B nogpasnen 13.3.1 «KonuyecTBo cUurHajaoB» 100aB-
JIEHBI CJIEAYIOIIME TTOJ0XEHNS:

[Ipu yKazaHUM KOJIMYECTBA CUTHAJIOB B MHTep(a3HbIX
siIpax i 3armcu (popMyJIbl KaproOTUIIa PEKOMEHTyeTCsT
HCIOJIb30BaTh KPATKYIO CUCTEMY 0003HAYEHU, TIO3BOJIS -
OIIYIO C/IeJIaTh OTBET 00JIee MIPOCTHIM U SICHBIM.

— KileTouHble TMHUM 1 KJIOHBI YKa3bIBAIOT B 3aBUCH -

MOCTH OT KOJIMYECTBa KJIETOK OT OOJIbIIICH IpeacTaB-

JICHHOCTH K MeHbLueit (cTp. 115).

— Ecnu Ob111 MCIIOIb30BaHbI ABE UM 60Jiee TeXHO-

JIOTUM, TaKMe Kak MeTadasHblii aHaIU3 1/WUJIM MeTa-

daznas unu untepgasnHas FISH, kaxnpblii pe3yabTar,

3alMCaHHBIN B CTPOKE, OTAESIeTCsI TOUKoi (cTp. 115).

B BbIAeIEHHBIX TIOpa3/esiaX, IPUBOIITCS IIPUMEphI
3aIMCH Pe3yIbTaTOB:

13.3.2 «HopmanbHble MHTep(a3HbIE CUTHAIbI»:

nuc ish(KAL1,D21S65)x2

Medical genetics 2023.Vol. 22. Issue 4

ITpu ananu3e nHTepda3HBIX SIEP BBISIBICHO ABE KO-
i tokyca KALI u nBe Kormmu tokyca D21S65.

13.3.3 «<AHOMaJIbHBIE UHTEP(da3HbIE CUTHAIbI»:

nuc ish(KAL1,GK,DMD)x1

ITpu ananu3e nHTEpdA3HBIX AP BHISIBICHO 110 OJI-
HOI KOTIMY KaXXJIOT0 JIOKYCa, JIOKYChI [IEPEYUCIIEHBI OT pter
K qter.

nuc ish(D21S65x3)

nuc ish 21g22(D21S65x3)

ITpu ananu3e nHTepda3HBIX AP BHISIBICHO TPU KO-
nuu jokyca D21S65.

nuc ish(DXZ1,DYZ3)x1[32/50]/(DXZ1x1,DYZ3%0)
[12/50]/(DXZ1%x1,DYZ3%2)[6/50]

ITpu ananm3e uHTep(a3HbIX SIAEP BBISIBICHBI OJJHA KO-
nus X u ogHa konus Y B 34 sinpax u3 50, 12 auep ¢ onHUM
curHajoM X u 6 siaep ¢ ogHoi Konueid X ¥ ABYMST KOTTHSI-
MU Y XpOMOCOM.

Haunnblii mpumep B HomeHkaatype ISCN 2020 o60-
3HauyeH HeKoppekTHo: «nuc ish(DXZ1,DYZ3)x1[34/50]/
(DXZ1x1,DYZ3%0)[12/50]/(DXZ1%1,DYZ3%2)[6/50]»
*17].

Paznen 13.6 «CpaBHUTEIbHAS TEHOMHAS THOpHUIA3a-
ust Ha XxpoMmocomax (cgh)» B m3ganum 2016 roma MCKITIO-
yeH u3 ['naBer 13 ISCN 2020, Tak Kak B HACTOSIILIEE BpeMs
METOJ, MPaKTUYECKN He TIPUMEHSIETCS U €ro MOJTHOCThIO
3ameHua1 XMA ¢ MUKpoMaTpuLIaMU Pa3IMYHOMI MJIOTHO-
CTH JUISI KOHKPETHBIX 1IEJIei.

Masa 14 <MunkpomaTpuy4HbIn aHann3s»

B Bepcun ISCN 2020 sta rmaBa KapAuHAJIbHO U3Me-
HEHa ¥ IOJDKHA paccMaTpuBaThes Kak HOBasl. B HbrHel-
HEM M3IaHWM OHAa 3HAYMTEIHLHO pacIiMpeHa U BMECTO 4
pa3nesioB BKIIIouaeT Lebix 14. JlobaBaeHo CyleCTBEHHOE
KOJIMYECTBO HOBBIX IIPUMEPOB 3aIIUCU pe3ybTaToB XMA
C TIOSICHEHUSIMU.

Pazmen 14.1 «BBeneHme» M3MeHEH U JOITOJTHEH Clie-
IYIOIIMMU CBeICHUSIMU: XPOMOCOMHBIN aHaJIN3, OCHO-
BaHHBII HA MUKPOMATPUYHBIX TEXHOJIOTUSIX, TIPUHIIATIN -
AJIbHO SIBJISICTCS TIPONODKEHUEM TPATULIMOHHOTO XPOMO-
comHoro aHanu3a u FISH-uccnenoBanmit. Kak mrst mpe-,
TaK M IJIg TTOCTHATAJbHOI TUAarHOCTUKM OH CTaJjl JOTIOJI-
HUTEJIBHBIM J1JA00PAaTOPHBIM METOAOM MIACHTU(UKAIIUHN
XPOMOCOMHBIX aHOoMaJInii. Bee mmpe XMA ucnosb3yeTcst
B OHKOJIOTUIECKUX MCCICIOBAHUSIX KaK CAMOCTOSITEIIBHO,
Tak 1 B komOouHauu ¢ FISH-meTonom. Homenkmnarypa
IJIST MUKPOMATPUYHOTO aHAIM3a BKIIIOYAST KOOPIMHATHI
Pa3IMYHBIX BEPCHil TCHOMHOM COOPKM JIJIST yTOUHECHMS 03H-
OB XPOMOCOM, KOTOPBIE MOXKHO OIPEICINTD 10 TA0IMIIaM
NCBI (hgl9/GRCh37, http://hgdownload.sce.ucsc.edu/
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goldenPath/hg19database/cytoBand.txt.gz (cchlika B HO-
meHkiarype ISCN 2020 o6o3HaueHa HeKoppekTHO: hgl19/
GRCh38, http://hgdownload.sce.ucsc.edu/goldenPath/
hgl9database/cytoBand.txt.gz) u hg38/GRCh38 ,http://
hgdownload.sce.ucsc.edu/goldenPath/hg38/database/cy-
toBand.txt.gz) *[7]. CoOTBETCTBEHHO MPUMEPHI, MPEACTAB-
JIeHHbIE B HOMEHKJIAaType, Mpeiaralorcsl B KayecTBe py-
KOBOJICTBA /IS KOPPEKTHOI 3alMCcy B CUCTEME, UCTOJIb-
3yeMOl B JJaOOPaTOPMHU B 3aBUCUMOCTU OT MPEANTOYTeHUA
TOM WJIM MHOM BepCUU T€HOMHOM COOPKMU.

KpomMe Toro, cymiecTByioT ABE CUCTEMBbI 3alMCHU: JIe-
TajibHasl, IPU KOTOPOI yKa3bIBalOT MHTEPBaJ aHOMAaJlb-
HOTO YKCJia HYKJIEOTUIOB U IPaHUIIbl HOPMAJTbHOIO YHUC-
Jla HYKJIEOTUIOB, U KpaTKasl, yKa3blBalolasi TOJbKO aHO-
MajbHble HyKJeoTuabl. [Ipyu ncnonb3oBaHUM KpaTKOM
CHUCTEMBI JJIs1 pa3aefeHUs] ThICSIY 1 MUJJIMOHOB MOXHO
HCIIOJIb30BaTh 3aIrsiThie. B neTasbHOI cucTeMe 3amsiThie
B 9TOll (DYHKIMU HE UCIOoJb3ytoTcs. MHTepBan aHoma-
JIMIA HYKJIEOTUAOB BBIACSIOT HUXKHUM MOAYEPKUBAHU -
€M B COOTBeTCTBUU ¢ peKoMmeHaaussMu HGVS misg Ho-
MEHKJIaTyphl MoJIeKyasipHo#t reHeTuku (www.HGVS.org/
varnomen). JIomycTHMO UCIOJIb30BaTh KOMOMHAIIMIO J1e-
TaJIbHOU 1 KPATKOW CUCTEM JUJISI OITMCAHUSI PA3IMYHBIX LIU-
TOT€HOMHbBIX aHOMAJIUIA.

Ecnu naHHble, MoJydyeHHbIe TPU MUKPOMATPUUYHOM
aHaJIu3e, YTOUHSIOT pe3ybTaT KapUOTUITMPOBAHUS U (pe-
TPOCIIEKTHBHO) aHOMaJIMSI MOXET ObITh OOHapyKeHa MpU
CTaHAAPTHOM LIMTOT€HETUYECKOM MCCeq0BaHUM, (op-
MyJia KapuoTHIa MOXEeT ObITh UI3MEHEHa C y4eTOM HOBOM
uHbopmauuu. Eciau aHoManust He MOXKeT ObITh BU3Yyaslu-
31MpOBaHa, €e He ClieyeT yKa3biBaTh B (hopMYyJie KapruoTH -
na. YBeJuueHue Uid yMeHbIlIeHUe Yrcia KOMUI He JaeT
MpeacTaBaeHUsI 00 apXUTEKType reHoMa, sl yTOUHEHUs
WCITOBb3YIOT APYTMe METOIbI: CTAHAAPTHBIN LIUTOT€HETH -
yeckuii aHanu3, FISH-uccnegoBanue, cekBeHUpoBaHUE,
OCHOBaHHOE€ Ha MPOYTEHUU JTMHHBIX (DparMEHTOB.

ITpu 60abILIOM KOJIMYECTBE BapUalldil ynucia KONMUi
(CNYV), BbISIBJ€HHBIX B pe3yJibTaTeé MUKPOMAaTPUUYHOTO
aHajau3a, YTO MOXEeT HaOJIoAaThCs MPU U3YYEHUU OITy-
XoJieit, 1abopaTopusi MOXKET MPEeNCTaBUTh PE3YJIbTAThI CO-
r1acHo ISCN B Buzie TaGaMLIbI UM B BUE TMHEHHON 3a-
nvcu. B Tabanunyo nHGoOpMalnio JOJKHBI ObITh BKITIO-
YEHbI XPOMOCOMBI 1 09H/IbI, COOTBETCTBYIOIIIME BapUAHTY,
TUI BapuaHTa (IoTepsl, yBeJnYeHre, aMIUTUdUKaLIUs paii-
OHa TOMO3UTOTHOCTH ), YKa3aHUe COOPKU reHOMa 1 TeHOM -
Hble KOOpAMHATHI BapuaHTa. Eciy BISIBIEH MO3aUIIU3M,
OH JIOJKEH ObITh OTMeueH. PekoMeHyeTcst ykazaTb YMCIIO0
KOTMUt M KOJIMYECTBO 00pa3lia ¢ aHOMaIMeid. AlbTepHaTHB-
HO MO3auIIM3M MOXET ObITb OTMEUEH C ITIOMOIIbIO T1ara-
30Ha yucia Konuid. B cooTBeTCTBMM C MpaBUiaMu J1abopa-
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TOpMU B TaOJIMIIE MOTYT OBITh YKa3aHbI, pa3Mep BapuaHTa
(B T.ILLH. WJIX MJIH T1.H.) ¥ T€HbI, HAXOSAIIMECS B IIpeneIax
aHOMAaJIbHOT'O palioHa.

Paznen 14.2 «ITpuMepbl HOMEHKIATYPhI AJ1s1 MUKPO-
MaTpUYHOIO aHaJu3a» CTPYKTYPUPOBAH, B HEM BBIIEIIC-
HO 8 Moapa3nesoB.

14.2.1 «HopmanbHble pe3yabTaThl». B aTOM noapaszie-
Jie IPUBEICHBI IIPUMEPBI 3aITCH B COOTBETCTBUU C HOBBI-
MU TIPaBUJIAMHU — TI0JIOBBIE XPOMOCOMBI B (DOpMYJIe yKa-
3bIBAIOT ITEPBHIMU.

arr(X,1-22)x2 —
MOJIEKYJISIPHBIIA KapUOTUII

arr(X,Y)x1,(1-22)x2 — HopMaJIbHbIIA MYKCKOI
MOJIEKYJISIPHBIIA KapUOTUII

14.2.2 «<AHOMaJIbHBIE pe3yabTaThl». B moapasnen BHe-
CEHO HOBOE MPaBWJIO — ITPU U3MEHEHUU KOIMIMHOCTH T10-
JIOBBIX XPOMOCOM, COBMECTHO C ayTOCOMaMM, B (hopmyJie
Ha TIepBOM MECTe YKa3bIBalOT ITOJIOBbIE XDPOMOCOMBI, 3aTeM
ayTOCOMBI, U3MeHeHa (hopMa 3aIlliCl HEKOTOPBIX ITpUMe-
POB 1 100aBJIEHO HECKOJIBKO HOBBIX IIPUMEPOB.

arr(X)x2,(Y)x1,(1-22)x3

ITpy MUKpOMATPUYHOM aHAJIM3E BBISIBJICHA TPUILIO-
nons 69,XXY

arr(X,1-22)x3

ITpy MUKpOMATPUYHOM aHAJIM3E BBISIBJICHA TPUILIO-
nans 69, XXX

arr(X,1-19,21,22)x3

IIpy MUKpOMAaTpUYHOM aHaJKM3e BbISIBJIeHA IOY-
TH TOJIHAsI TPUILIOUIMS, TOJIBKO XpoMocoMa 20 nme-
eT 2 KOTUHU.

arrf GRCh38] Xq28 or Yq12(155790872 156030895 or
56959165 57217415)x1

ITpy MUKpOMATPUYHOM aHaIU3e BBISIBIEHA OTHO-
KOTIMIfHAsI TepPMUHATbHAS IEJEL s TICEBI0AYTOCOMHOTO
paitoHa, KOTOphIii B HOpMe pacrnojoxeH B Xq28 u Yql2.
HeBo3MOXKHO ycTaHOBUTH ITPOM30IIUIA JIM ejielnst Ha X
W Y-XpOMOCOME Y MY>KUMHBI; JIJIS1 IIOATBEPKICHMS JIe-
JICLIMY Y YTOYHEHUsI LIMTOTEHETUYECKOro IrarHo3a Heoo-
xonumo FISH-uccnenoBaHue.

arrf GRCh37] (X)x2,Yp11.31(2,650,140 2,841,956)x1

[Tpu MUKpOMaTPUYHOM aHaJIM3€e BhISIBJICHA OIHOKOIMIA-
Has aMIuiigukanus B paiioHe Ypll1.31 6e3 BuaMMoii rnore-
pM Matepuaja AByX X-XpOMOCOM 1 ayTocoM. [1JIst yTouHeHUsT
CTPYKTYPBI XPOMOCOMHOI IIepeCTPOMKY 1 OITPeIeIEHUS 110~
JIOXKEHMSI IONOJTHUTEIBHOTO MaTepurasia, KOTOPbIil BKITIOUa-
et reH SRY, pekomennyetcs FISH-ananus.

arrfGRCh37] Yq11.23(26887746_27019505)x0,20q13.
2q13.33(51840606_62375085)x3

ITpu MukpomaTpuuyHOM aHaJIn3e (OCHOBAaH Ha COOpKe
GRCh37) BbIsIBIeHBI MHTEPCTULIMAIbHAS A€JICLIUS TPOK-

HOPMaJbHBIU XKEHCKUI
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CUMaJIbHOM YacTU JUIMHHOTO Ileya XpOMOCOMbI Y U J10-
MOJIHUTEJbHBIN MaTepuaa JUCTaIbHON YacTU JJIUHHOIO
rieya XxpoMocoMbl 20. OTMETHUM, YTO aHOMAJIUU TOJOBBIX
XPOMOCOM 3aMKChIBAIOT B MIEPBYIO OUYEPeIb.

arrfGRCh38] 4q32.2q35.1(163,146,681 183,022,312)x1 or

arr[GRCh38] 4q32.2q35.1(163002425x-
2,163146681 183022312x1,184322231x2)

I1pu MuKpomMaTpuuHOM aHaIn3e (OCHOBAaH Ha COOpKe
GRCh38) BrIsiBIeHAa MHTEPCTULIMATIbHAS AeeUUs B JITUH-
HOM ILJIeue XpoMocoMbl 4 oT 63H1a q32.2 1o 63H1a q35.1,
paszMepoM npumepHo 19,9 muH 11.H. [To pa3BepHyTOIii 3a-
MUCU CTAHOBUTCS SICHO, UTO OJIMKaNIIWit K paitoHy aeJie-
LIMY MPOKCUMAJIbHBIN HYKJICOTUI, HE MTOKAa3bIBAIOIIUH MO-
TepH, PACITOJIOXEH Ha pacCTOSTHUY 144 256 HyKJICOTUIOB,
a OVKaWIIMi JUCTaTbHBINA HYKJIEOTU, HE TTOKa3blBato-
LM neneiuu, Ha paccTosIHUU 1,3 MJIH I.H. OT MecTa Io-
BpexaeHus1. OTMETUM, YTO B I€TaIbHOU CUCTEME 3alluCU
HE MCIOJIb3YIOT 3allsIThle, Pa3Aesiioliie COTHU, ThICSIUYU
1 MUUIMOHBI HYKJIEOTUIIOB.

arrfGRCh38] 6q21q25.1(113,900,000 149,100,000)
x1,(21)x3

I1Tpu MuKpomMaTpuuHOM aHaIn3e (OCHOBAaH Ha COOpKe
GRCh38) BeIsiBIeHAa MHTEPCTULIMATIbHAS AeeUUs B JITUH-
HOM TIJIeue XpOMOCOMBI 6 oT 03H1a 21 mo 6sHma q25.1
U OJHOKOMMUITHAS aMIInbuKanus (TPUCOMUSI) XPOMO-
coMbl 21.

arr(8,21)x3

ITpu MUKpoMaTpUYHOM aHajM3€ BbISIBJIEHA OMHOKO-
nuitHas amraudukanus (Tpucomust) XxpoMocom 8 u 21.

arrfGRCh38] 15q11.1q13.2(20,336,669 30,226,235)x4

ITpu MUKpOMaTpUYHOM aHaJIM3€ BbISIBIEHA ABYXKO-
nuitHast aMIiMukanus (TpUIUIMKaLys) MPOKCUMalIbHO-
ro paitoHa 15q, nmpuBeaias kK terpacomun 15q11.1q13.2.
st yToYHeHUs] XPOMOCOMHOI CTPYKTYPbl U3MEHEHUS
KOIMIAHOCTU 3TOro palioHa (HaJIMuue B KapuOTUIIE Map-
KEPHOU XpOMOCOMBI, MEXXXPOMOCOMHOI MHCEPLIMU WU
cobcTtBeHHO Tpuriukauuu 15ql11.1q13.2) HeobxoauMoO
FISH-uccrnenoBaHue.

arr[GRCh38] 18p11.32q23(102328 79093443)x3 or
arr(18)x3

ITpu MUKpoMaTpUYHOM aHajM3€ BbISIBJIEHA OMHOKO-
nuitHas aMIiMuKalys MaTepuanta XpoMocoMbl 18, co-
OTBETCTBYIOLIAsI TPUCOMUY XPOMOCOMBI 18.

14.2.3 «HacnenoBanue». B monmpasaene ykazaHbl HOBbIE
CUMBOJIbI, KOTOPbIE UCITOIL3YIOT B Cllyyae Hacaeq0BaHuUs
JIepUBaTHBIX XPOMOCOM BCJIEJCTBME MEHOTUYECKOM ce-
rperaluy poauTesbcKoii nmepectporiku (dmat, dpat, dinh).
B nmoapasnen BKIOYEHBI HOBbIE ITPUMEPHI:

arrf GRCh38]4q32.2q35.1(163146681 183022312)x1
dn or
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arr[GRCh3814q32.2q35.1(163002425x2,
163146681 183022312x1, 184322231x2)dn

[Tpy MUKpOMATPUYHOM aHAJIM3E BhISIBJIEHa MHTEPCTH-
LMajabHas Aejelus B IJTMHHOM IIeye XPOMOCOMBI 4 MeX-
oy 6oHa0M q32.2 1 q35.1. I'erepo3uroTHas aeaeLus mpo-
u3oiiuia de'hovo.

arr[GRCh37]22q11.21(18,916,842 21,465,659)x4 mat
pat

ITpu MMKpOMAaTpUYHOM aHAJIM3€ BBISIBJIEHA TBYXKO-
nuitHas aMripukauus (Tpuruimkanus) 22q, oaHa Ko-
WS yHAcJIeI0BaHa OT MaTepH, a Ipyras ot otua. Kaxnbri
M3 POAMTEIIC MMEJI IT0 TPU KOIHHU, IBE U3 KOTOPBIX OH Tie-
penaji moToMKY, TaKuM 00pa3oM, aHOMaJIvsl ObLIa yHaclie-
JI0OBaHa OT 0O0OUX POIUTENCIA.

14.2.4 «MHOXecTBEeHHbIE TeXHOJIOTUMW». JlonoaHu-
TEJILHO YKa3aHOo, YTO Pe3yJIbTaT, MOJIyYeHHBII C UCIIOIb30-
BaHMEM MHOXECTBEHHBIX TEXHOJIOTHIA, MOXKET OBITh ITPEI-
CTaBJICH C pa3/ejieHUEeM Pe3yJIbTaTOB OTAEJbHBIX TEXHO-
JIOTUI KOCBIMM JIMHUSIMU, a He Toukamu. Hekotopsie
MPUMEPBl U3BMEHEHBI B COOTBETCTBUM C HOBBIMM ITPABH-
JIaMU, TaKKe T00aBJIEHO HECKOJbKO HOBBIX IIPUMEPOB.

46,X,der(Y)t(Y;20)(ql1.23;q13.2).arrfGRCh38]
Yq11.23(26887746 _27019505)x0,

20q13.2q13.33(51840606_62375085)x3

IIpn MUKpOMaTpMYHOM aHaJM3e BbISIBIEHA Tep-
MUHaJIbHasl Jeiellusl B JUIMHHOM ILJIe4e XPOMOCOMBI Y
M IyIUIMKALKMS B TEPMUHAJIBHOM paiioHe JJIMHHOTO Iie-
ya XpoMOocoMbI 20, CTaHIAPTHOE LIMTOT€HETHYECKOEe MC-
cJeoBaHue MOKa3ajlo, YTO MPUYMHOM SIBJIsIeTCS Hecha-
JJaHCMPOBaHHAs TPAHCIOKAIMS MEXIY JUIMHHBIM TLIEYOM
XpOMOCOMBI Y U JUIMHHBIM 1ie4oM XpoMocoMbl 20. OT-
METHUM, YTO COIJIACHO HOBBIM IIpaBMJIaM, aHOMAaJIUU T10-
JIOBBIX XPOMOCOM, BBISIBJICHHBIE TP MUKPOMATPUIHOM
aHaJIM3e, 3alMMChIBAIOT TIEPBLIMU. Y MallMeHTa HEeT HOp-
MaJIbHOI Y-XpOMOCOMBI.

46,XX.arrfGRCh38] Xp22.31(6923934 7253485)
x3,5q14.3(88018766 _89063989)x1

IIpu uMTOreHETUYECKOM MCCAEAOBAHUM OMpeneieH
HOpPMaJIbHbIN XEHCKUI1 KapruoTUIl. MUKpOMaTpUYHbBII
aHaJIM3 BBISIBUJ AYIIJIMKALMIO KOPOTKOTO Ijieya X-XpoMo-
COMBI 1 OJTHOKOIIMITHYIO MHTEPCTUIIUAIBHYIO IeJIEIUIO Ya-
CTH JJTMHHOTO TUIeYa XpOMOCOMBI 5. OTMETHM, YTO aHOMa-
JIMM TIOJIOBBIX XPOMOCOM 3aIIMCHIBAIOT B TIEPBYIO OYEPEb.

46,X,der(V)t(X;Y)(p22.33;q11.221).arrfGRCh37]
Xp22.33p22.2(701_15,955,588) %2,

Yql11.221q11.23(16,139,805 27,177,529) %0

ITpu aHanM3e KaproTUIia 1 MUKPOMATPUIHBIX JaH-
HBIX OIpe/e/ieHa OMHOKOIMITHAS aMITMdUKaLus (TyTIu-
Kanust) X XpOMOCOMBI B palioHe KOPOTKOTO I1Ieua 1 Jejie-
LIUST JUTMHHOTO TIeda XpOMOCOMBI Y, KOTOpbIe 00pa3oBa-
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JIMCh B pe3yJibTaTe HecOaJaHCMPOBAHHOM TpaHCIOKAIIUU
MeXIy KOPOTKHMM TUIEYOM XPOMOCOMBI X U JUIMHHBIM TLIe-
yoM XxpoMocombl Y nuctanbHee Yql1.221.

Hauublt nmpumep B HoMmeHkjaatype ISCN
2020 o6o3HaueH HekoppekTHO: 46,X,der(Y)t(X;Y)
(p22.33;q12).arr[GRCh37] Xp22.33(701_2,679,502)
%x3,Xp22.33p22.2 (2,709,521_15,955,588)%2,Yq11.22
1q11.23(16,139,805 27,177,529)x0* [7].

OTMe4YeHO, YTO ITPY MUKPOMATPUYHOM aHaJIM3e OIpe-
JieJieHa TouKa pa3pbiBa Ha xpomocoMe Y B paiioHe ql1.221,
4TO U TpeOyeTCs yKa3aTh B 3allMCH MOJIEKYJIIPHOTO Kapyo-
tumna. Kpome Toro, HeT HE0OOXOIUMOCTH YKa3bIBaTh IBYX-
KOINMUIHYI0 aMIUTM(pUKaI1o (TPUILIMKALIUIO) TICeBa0aY-
TOCOMHOTO perroHa Xp.

14.2.5 «CmemaHHbIe TIOMYJISILIMY KJIETOK U HEOTpeae-
JIEHHOE YKCJIO KOITHIi».

Hogblii moapasnen nobasieH 1isl 0003HAUYEHUS CMe-
LIAaHHOM MOMYJISILUU KJIETOK. YTOUHSIETCS, UTO €CJIU 10-
st anoManbHol JIHK B 06pasiie MoxeT ObITh paccuMTa-
Ha, ee YKa3bIBaloT B CKOOKax mociie yrciia konuii. Eciau
coaep:xxaHue anHomanbHoi JIHK He MoxeT ObITh paccuu-
TaHO, JUISl YKa3aHUs Juarna3oHa KOJIU4YecTBa KOMUi cie-
JIyeT MCITOJIb30BaTh CUMBOJI «ITPUOJIM3UTEIBHO» (~) WU
CHMBOJT «MOS».

OTMeTUM, 4TO aMITIN(PUKALIMIO U IEJELUI0 YKa3bl-
BalOT OTHOCUTEJbHO HOPMaJIbHOM ITonaHocTu. [1pu uc-
noib3oBaHUM XMA HEBO3MOXKHO Pa3jIMuUTh OMHOKOITHIA-
Hy!0 arubUKaIuio (IyMIMKaluo) IpU BHICOKUM YPOBHE
MO3aMIIM3Ma OT IBYXKOIUUWHON aMIUIM(PUKAIIUU (TpH-
IUIMKAIMK) TIpYU HU3KOM YpPOBHE Mo3auiu3ma. [1o atoit
K€ TIPUYMHE MOXET MOSIBUThCSI HEOOXOIMMOCTD HUCITOJIb-
30BaTh pa3IMYHbIC METOMIBI JJIsT OTIpeNeSIeHUsI TNIOUIHO-
cTU obpaslia, HalpuMep, YTOObI Pa3IMIUTh TETPATLION -
U0 U TUTUIOUIUIO.

14.2.6 «OcobeHHOCTH HOMEHKJIAaTyphI 111 SNP-aHa-
JI3a».

CnenaHo nonojHeHue, yTo SNP-aHanmu3 MoXeT ObITh
HCITOJIb30BaH J1s1 OOHAPYKEeHUSI aHOMaJIUIA, OTHOCSIIIUX-
s K IUTOMIHOCTH TeHOMa.
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14.2.7 «KoMmIuieKcHbIe pe3yabTaThl MUKPOMATPUUYHBIX
WCCIIEIOBaHU».

Tlonpasnen nOMoAHEH CAEAYIOIIUMU CBEACHUSIMU:

«CHMBOJI «CX» JUIST KOMILIEKCHBIX XPOMOCOMHBIX T1e-
DPECTPOEK MCMOJIb3YIOT MPU MHOXECTBEHHBIX KOMILIEKC-
HBIX MepecTpoiikax, Kak BO BCEM r'eHOMe, TaK 1 B €ro OT-
JeJbHBIX palioHaXx.

Xpomotpuricuc (cth) mpeacrapisieT co00i Uepeayo-
€csl UBMEHEHMS KOJIMYeCTBa KOIMU (4acTo Yepeayroniuecs
JNMCOMMUIO U TTOTEPIO TETEPO3UTOTHOCTH ), PACITIOJIOKEHHbIE
IpyIrnamMy Ha XpOMOCOME MJIM B XPOMOCOMHOM CEIMEHTE.

XpoMmoaHacuHTe3 (cha) nmpencrasisieT coOoii uepeay-
IollMeCs U3BMEHEHUsI KOJIMYECTBa KOMUM (4acTo Aeseluii
U OJTHO- U ABYXKOITMITHOTO YBEJIUYEHMST), KOTOpbIe HAOII0-
JAl0TCS B pe3yJibTaTe MEXaHUYECKUX Ae(EeKTOB perinKa-
uuu JIHK 1 KoTophle MoBpexXaaoT OJHY XPOMOCOMY WU
XPOMOCOMHBIH pailoH. XpoOMOCOMHasi KapTMHA BKJIIOYaeT
BapUaHThI YMcia KOMUi 6€3 CKOIJICHUI ToYeK pa3phIBOB,
XapaKTePHbIX IJIS XPOMOTPUIICHCA.

B 2021 roay omy61ukoBaHO norojHeHue «Erratums,
KOTOpPO€ BKJIIOYAET MOIMPaBKU K BEPCUU HOMEHKJIATypPhl
ISCN 2020. ITpumepsl ¢ oneyaTrkaMy B HOMEHKJIAType
TpUBEIEHbBI B Halllel cTaTbe KOPPEKTHO, OTMEUEHBI B TEK-
CTE CUMBOJIOM * 1 000CHOBAHHI.
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