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B 2016 roay BbIlILIa B CBET HOBasl Bepcusi MekayHapoi-
HOW cucTeMbl LUTOreHoMHON HoMeHkaatypbl (ISCN) [1].
B Hee BHeceHBI CylIECTBEHHbIE U3MEHEHUS MO CPAaBHEHUIO
C TPEenbIIyIIMMKM BEepPCUSIMHU. DTU M3MEHEHUST OTpaXkaroT
3HAYUTEJIbHOE YBEJIWYCHUE POJIM MOJIEKYJISIPHBIX TEXHOJIO-
Ml B IMarHOCTUKE XPOMOCOMHbIX HapylleHUH 3a Mepuon,
MIpoLIeAIIniA ¢ MOMEHTa Bbhixoaa mpoiiutoi Bepcuu ISCN [2,
3]. CyuecTBeHHbIE M3MEHEHMSI KOCHYJIUCH TIPEXIe BCETo
Ha3BaHusL: ab0pesuarypa ISCN Teneps pacimdpoBeIBaeTCs
He Kak MexayHaponHasi cucTeMa LUTOreHeTUYeCKOi HOo-
MEHKJIATYpbl, a Kak MeXIyHapoaHasi CUCTeMa IIMTOTeHOM-
HOM HOMEHKJIATypbl. M3MeHeHbI M JOTOJHEHBI TJIaBbl
«MukpomaTpuuHbiii aHanu3» 1 «PaitoHcrennduyHbIe aHa-
JIU3bl», 100aBJieHa HOBasl IJlaBa « TeXHOJIOrMU, OCHOBAaHHBIC
Ha CEKBEHUPOBAHUU».

I'naBa 1 «BBeneHue B UCTOpUIO» NOTIOJHEHA CBEACHUSI-
mu o passutun ISCN B mepuox 2014 — 2016 rr. B ato
BpeMst OBLTO pellleHO CUCTeMAaTU3UPOBaTh U CBS3ATh C 3aIu-
ChbI0 PE3YJIbTATOB, TMOJYYEHHBIX MPU CTAHIAPTHOM IIUTOTE-
HETUYECKOM MCCJeJOBAaHUM, PE3YyJbTaTbl, MOJyYeHHbIE
¢ MpUMEeHEeHUeM METONOB CeKBeHMpoBaHUs. bbula co3maHa
KOMMCCHSI, pe3yJbTaTOM pabOThl KOTOPOI CTajla HOBasl Bep-
cust MexXayHapoaHOi CUCTeMbl IUTOTEHOMHOW HOMEHKJIa-
Typel — ISCN 2016.

I'nmaBa 2 <«HopmanbHbie Xpomocombl». MumuorpaMmMmbl
XPOMOCOM, Kak W B MpEeAbLIylIeil Bepcuu, MpeacTaBIeHbl
Ui TSTH ypoBHei#t paspeiwnenust 300, 400, 550, 700 u
850 6enmoB. bompimii popMaT M3maHUS M PACIIOTIOXKECHUE
Ha CTpaHMIIE JeJaeT UX KOMMPOBaHWE U CKaHUpOBaHUE 60-
Jiee yIoOHbBIM, YeM B MPOIION BepCUU. XOPOILIMM HOBOBBE-

NEHUEM SIBJISIETCS TaKKe TO, YTO OOJBIIIMHCTBO U3MEHEHUIA,
BHECEHHBIX B TEKCT, OTMEUYEHBI CEpOil MOJOCOI Ha IOJSIX
CTPaHMIIbI.

I'maBa 3 «CuMmBonbl 1 abOpeBUATYphl TepMHHOB». W3
CMKUCKa TEPMUHOB ObUTA UCKITIOYEHBI CUMBOJIBI: «dir», «hg»,
«ICcp», «rea», «sct» U 100aBleHbl CUMBOJbL«{}» (BUrypHbIe
CKOOKM (YKa3bpIBalOT pas3iuuusl IIpU CEKBEHUPOBAHUM
CTPYKTYPHO TEPECTPOSHHOTO CerMeHTa); «inh» — yHacle-
JOBaHHbBIN (MOXET OBITh MCIOJIb30BAH, €CJIM TepecTpoiika
yHacienoBaHa, HO HE M3BECTHO OT KOro M3 poauTesei),
«GRCh» — Genome Reference Consortium Human (3ame-
HSIET CUMBOJI hg.); «seq» — CEKBEHUPOBAaHUE; « » — HUX-
Hee TMoayepKuBaHWE — YyKa3blBae€T TPaHUIIbI HYKJICOTHOB
MpU CEKBEHUPOBAHUU, TEPMUH «inv» COXpaHUJ CBOE 3HAYe-
HMe JJIs1 ONTMCAHUSI MHBEPCUM, HO B 3HAYEHUU «MHBEPTUPO-
BaHHas» (IeJIelysl, IyTTMKALIVS ) OOJbllle He UCTIONb3YeTCs.

B riaBax, nocBsileHHBIX 3aMMCU PE3YIbTaTOB MPU CTaH-
JApTHOM IIUTOI€HETUYECKOM HCCIIeNOBAaHUN, W3MEHEHUSs
HeOosblINe.

I'naBa 4 «3anuck Kapuortumnas. JlaHo onpeaeaeHUe SHI0-
penymivKalyMy U IOMEIIeHO M300paxeHue MeTadaszHoi
IJIACTUHKY C SHAOPEAYTIMKALIMCH.

YKazaHo, 4TO ec/ii He U3BECTHO, OT KOrO U3 poAUTeNeit
MoJiyyeHa rnepectpoiika, HO U3BeCTHO, YTO OHA YHACJIeI0Ba-
Ha, MOXHO HCITOJIb30BaTh CUMBOJ «inh», KOTOPBIN CTaBAT
HeTOoCPEICTBEHHO TOCJIE 3aIMCH TIEPECTPOMKHM (TaK Ke Kak
«mat» WIn «pat»).

JloGaByieHO, 4TO TIPYU OMUCAHUU OTHOTO M TOTO Xe Ka-
PUOTHIIA WX TIEPECTPONKN MOTYT OBITh MCITOIb30BaHbI pa3-
JIMYHbIE YPOBHU pa3pelleHus], a TakKXkKe, YTO CJIeAyeT YKa3bl-
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BaTh BEPCUIO COOPKU FreHOMa, eciv abeppalitsi yCTaHOBIEHA
Kak WM3MEHEHHEe TMO3WIMI HYKJIEOTUAOB, OOHApyKeHHOe
¢ TTIOMOIIbI0 MMKPOMAaTPUYHOTO aHaIM3a, paioHCTIe Y-
HBIX METOAMK WM CEKBEHUPOBAHUSI.

B paznen «Ilepectpoiiku, CBsI3aHHBIE ¢ IBYMSI pa3pbiBa-
MW» M0OaBJIEH MpUMep MHBEPCUU JJTMHHOTO Iieda XpOMO-
COMBI 2, TAKUM 00pa3oM MOTYEPKHYTO, YTO MPU MapaleHT-
PUYECKUX MHBEPCUSIX KaK B [UIMHHOM, TaK U B KOPOTKOM
Jieye XpOMOCOMBI TIEPBOIl YKa3bIBAIOT TOUYKY Pa3pbiBa, pac-
TOJIOXKEHHYIO OJTVKEe K LIEHTpOMEpe.

46,XX,inv(2)(p13p23)

46,XX,inv(2)(ql11.2932)

I'maBel 5 «HeomnpeneneHHOCTh B MASHTU(MUKALIMM XPO-
MOCOM WJIM OeHIOB», 6 «IlopsimoK 3ammcl XpOMOCOMHBIX
aHoMaJuii B (popmyne kapuotuna», 7 «HopmanbHbie Bapu-
aHTBI CTPOEHUST XpoMocoMm» U 8 «YucneHHble aHOMAaIun
XPOMOCOM» OCTaBJICHbI 0€3 U3MEHEHUIA.

I'naBa 9 «IlepecTpoiiki XpOMOCOM».

B paznen 9.2.2 «/leneunm» 1o0aBiIeHo OIpeaeIieHnue Ie-
JIELUM KaK yTepU CerMeHTa XPOMOCOMBI.

B paznen 9.2.3 «IIpousBonHbie XpOMOCOMBI» 100aBIEHO,
YTO CUMBOJI «IeC» CJIEAYeT YIOTPeOIATh TOJNBKO B TeX CIyda-
sIX, KOrJla M3BECTHO, YTO MEePECTPOEHHAsI XpOMOCOMa SIBJISI-
€TCsl CJIENCTBUEM POIUTEIbCKON MHBEPCUM, a TAKKE MHTEP-
WIM UHTPAXpOMOCOMHOI nHcepuuu. [IpuBeneHb! 2 mpume-
pa omnucaHus peKOMOMHAHTHBIX XpPOMOCOM B (hopMyJie Ka-
puoTHNa:

46,XX,rec(21)del(21)ins(21)(p13q22.2q22.3)pat
B pexombunanmmnoiu xpomocome 21 denemupogan ceemenm
21q22.2q22.3 e6credcmeue metiomuueckoeo KpoccuHz08epa

Y omya. Y omua UHMpPaxpomMOCOMHAsA UHCEPUUs Cce2MeHma
21g22.2-21922.3 ¢ ceemenm p 3.

46,XX,rec(1)dup(5q)ins(1;5)(q32;q11.2q22)inh,rec(5)del
(1g)ins(1;5)inh

Pexombunanmusie xpomocomvl 1 u 5 ¢ dynauxayueti cee-
menma 5q22-5qter u deneyueil ceemenma 1q32- Igter 6 pe3ynb-
mame Meluomu4ecK0e0 KpoccuHeosepa y 00Hoeo u3 pooumenel,
umeroueco  UHMEPXPOMOCOMHYI0 — UHCEPUUI0 — CeeMeHma
5q11.2-5q22 6 ceemenm 1q32.

Paznen 9.2.5 «Aymmukauuun». W3 onmucaHuil OyIriMKa-
OUI MCKITIOYEHB! TepMUHBI «direct» n «inverted» mist 000-
3HAYEHHUs XapaKTepa AYIIMKALIMK, TaK KaK OH OYeBHIECH U3
MopsiiKa ykKazaHHs TOYeK paspbiBOB. TO Xe OTHOCHUTCS
K MHCEPIUSIM M TPUTLTUKALIMSIM.

Pasnmen 9.2.9 «Mucepuun». JlobaBieHo, 4To IjsT OOJIb-
el HarsIAHOCTU (OPMYJIbI KAPUOTUTIA ITPU ONTMCAHUU UH-
CepLUil pEKOMEH/IYIOT UCTIOIb30BATh Pa3BEPHYTYIO CUCTEMY
3aMmcH.

Paznen 9.2.11 «M3oxpomocombl». JlobGaBieH mpumMep
anbTepHATUBHOM 3amucy KapuoTumna: 46,XX.,i(21)(q10), mpu
cuHapome JlayHa, rae XpoMocoMa, COCTOSIIIas U3 JUTMHHBIX
TJIe4 XpOMOCOMBI 21, omrcaHa Kak MU30XpOMOCOMa, a He Kak
pobepTCOHOBCKasl TpaHcaoKauus. [TomuepkHyTo, 4TO MpHU

Takoil ¢opMe 3anucu, XoTsl (haKTUYeCKW MalMeHT HMMeeT
TpU KOMUU IJMHHOIO IUIeYya XpOMOCOMbI 21, Haluuue a0-
TOJIHUTEIBHON XpOMOCOMBI 21 He HYXXHO oTMevatb B (op-
MyJie, B OTJIMUKE OT OoJiee yrmoTpeOUuTeIbHbBIX (POPM 3aIrucu:

46,XX,+21,der(21;21)(q10;q10) u

46,XX,+21,rob(21;21)(q10;q10).

Paznen 9.2.13 «Heouentpomepsl». McKII0UeHBI TEPMU-
HHI «direct» u «inverted» mj1 06003HaUYeHUSI XapaKTepa IyIl-
JIMKAlIMM, TaK KaK OH OYEBUICH U3 MOPSIIKA YKa3aHUsSI TOYEK
Pa3phIBOB.

I'maBa 10 «Pa3pbiBBI XpOMOCOM» OCTaB/IeHa Oe3 M3MEHEHMIA.

I'naBa 11 «Heoruazuu». YTouHeHo, YTO B 3amuch (Gop-
MyJIbl KapuoTHUIla HY>KHO BKJIIOYaTh B KauyeCTBE OMMUCAHMS
KJIOHA HE TOJIbKO YTepI0 WM OJAMHAKOBYIO TEPECTPOINKY
XPOMOCOMBI B JIBYX KJIETKaxX, HO U HAJIMUME OTHOW U TOM Xe
CBEPXUYMCIIEHHON XpPOMOCOMBI, a TakxXe Mo0aBjieH MpuMep
3anucK (popmyJibl MYXKCKOTO KapuOTHUIIA OIyXOJIM C yTepeit
MOJIOBOM XPOMOCOMBI:

68<3n>,XY,-X[10]

I'naBa 12 «MeiioTnyeckure XpoMOCOMbBI» OCTaBjieHa 0e3
U3MEHEHU.

I'maBa 13 «[wbpunuzanus in situ». BBeneHue B pasmen
«[Tpodasnasi/meracdaznas rubpuansanus in situ (ish)» cyie-
CTBEHHO JIOTIOJIHEHO U BBIIJISITUT CJIEAyIoIUM oopasom: «Ec-
Ji1 OBbLIO MPOBEIEHO CTaHAAPTHOE LIMTOTEHETUYECKOe UCCIle-
JOBaHUe, mociie (popMysIbl KApUOTHUIIA CTABST 3HAK TOUKA «.»,
3aTeM CUMBOJ «ish», 3aTeM, TOCJIe MPOITyCKa, 3aIMChIBAIOT
pesyabraT. Eciu cTaHmapTHOe LUTOTeHETUYeCKoe MCCIeno-
BaHUeE He ObUIO MPOBEAEHO, 3aAMUCHIBAIOT TOJbKO PE3YJIbTATh
ish. O0o3HaueHus1 JIOKYyCOB (3arjlaBHBIMU OYKBaMH, HO He
KYPCUBOM) pa3NieJIsioT 3aMsITBIMK, COCTOSTHHE KaXKIOTO JIOKY-
ca 0TMeyvaloT cpasy nociie ero obozHaueHusi. Eciu ectb B0o3-
MOXHOCTb, IPUBOISIT Ha3BaHUe KioHa. Eciu HazBaHue Kio-
Ha HeJOCTYIHO, 0003HAYeHHE JIOKYCca JOJKHO COOTBETCTBO-
BaTh TeHOMHBIM Opay3epaM KanbopHUicKoro yHuBepcure-
ta B Canta-Kpyse (University of California Santa Cruz —
UCSC) wmm Ensembl (www.genome.ucsc.edu/ u www.en-
sembl.org/), TOPSIIOK 3aIllMCU JIOKYCOB COOTBETCTBYET HX
PacCIIOIOKEHHUIO Ha XpOMOCOMe OT pter K qter. Eciin Ha3zBaHMe
JIOKyca HEIOCTYITHO, MOXHO MCIOJIb30BaTh Ha3BaHUE TeHa
B COOTBETCTBUM C 010OpeHHON MexXnyHapoaHol opraHu3a-
LMeii o u3ydeHuto reHoma uesnobeka (Human Genome Or-
ganisation — HUGO) nomenkmarypoii (www.hugo-internati-
onal.org/). XOTSl aKpOHMMBI TE€HOB OOBIYHO 3aIMCHIBAIOT
kypcuBoM, B ISCN 310 He npunsTo. Takum obpa3om, Oyaer
JIM MCTIOb30BaHO Ha3BaHMWe 30HIA, KJIOHA, MPUHSTHIA HO-
Mep, Ha3BaHMe TeHa Wi D-HoMmep, OcTaeTcsl Ha YCMOTpEeHMe
uccienoBatessl Uiav pykosoauTess jadopatopun. Korna mc-
MOJIL3YIOT TMPOTSDKEHHBIE MPOOBI, coaepKalllie HEeCKOJbKO
JIOKYCOB, KaK/IbIi1 3alIMCAaHHBIN JIOKYC OTAE/SIOT 3HAKOM OI-
HOW KOCOU TuHUM «/». OO03HaYeHUEe OEHI0B, B KOTOPHIX JIO-
KaJIM30BaHbl JIOKYChl, JOJKHO COOTBETCTBOBATbH TEKYIIEH
Bepcuu reHoMHoro 6paysepa UCSC.

IIpy BHISIBJIEHMM CTPYKTYPHBIX aHOMAJIHU XPOMOCOM
rmocje cuMBoOJIa «ish» 4yepe3 MpomycK 3alMuChiBalOT CUMBOI
CTPYKTYPHOM XPOMOCOMHOI MepecTpOMKM (BBISIBICHHOMN
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METOJaMM CTAHIAPTHOIO LIMTOIeHETUYECKOTO aHaau3a U ish
WK TOJIBKO ish), 3aTeM B CKOOKax HOMEp XpPOMOCOMBI/XpO-
MOCOM, TOYKM pa3pbIBOB M Ha3BaHUE JIOKYCa WM JIOKYCOB
JUTSI KOTOPBIX ObUIM MCIOIb30BaHbl 30HbI. 3HAK MIPUCYTCT-
BUSI «+» WIK OTCYTCTBHUS «-» CTaBAT B T€X XK€ CKOOKAX, UTo U
obo3HaueHue Jokyca. Korma ymciao cCUrHaaoB OT MepecTpo-
€HHOI XpPOMOCOMBI MOXET OBITh TTOJCUUTAHO, 3TO YKa3bIBa-
€TCSI COOTBETCTBYIOIIMM UYKCJIOM 3HAKOB «+».

ITpu BBISIBIEHMU HOPMAJIBHBIX XPOMOCOM TI0CJIe CMBO-
JIa «ish» ciemyer MpoITycK, Imociie 4ero (He B CKOOKax) 3aIi-
CBIBAIOT HOMEP XPOMOCOMBI, paiioHa, OeHIa mim cyoOeH a,
B KOTOPBIX pacroJjiaralorcst TeCTUPOBAaHHbIE JIOKYChI, a 3a-
TeM (B CKOOKax) yKa3bIBalOT Ha3BaHUsI TECTUPOBAHHBIX JIO-
KYCOB, CTaBAT 3HaK YMHOXEHUS (X) M 3alMChIBAIOT KOJTMYe-
CTBO BUJIMMBIX CUTHAJIOB».

W3 naHHOTO paziena UCKIIOUeHbl HECKOJIBKO MPUMEPOB
3aMMCK Pe3yJIbTaTOB M BKJIIOUEHBI TISITh HOBBIX IMPUMEPOB,
B TOM YMCJIE:

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

HecOanancupoBaHHas MpaHCAOKAUUS Melcoy KOpOmKUMU
naewamu X- u Y-xpomocom, é pezyasmame komopou een SRY
A0Kaau306an 6 paiione Xp22.3.

46,XX.ish X(DXZ1x2,SRYx0)

NpU UCNOAb308AHUU UEHMPOMEPHO20 30HOA 051 X-XpoMoco-
Mbl u 30H0a das eena SRY nokazano, umo een SRY omcymcem-
syem.

B pasnen «KonanyecTtBo curHaioB» 106aBJIE€HO, YTO HOP-
MaJbHBIN pe3yabTaT MPU MHOXECTBEHHON TMOpMAM3ALUU
MOXET OBITh TIPEACTaBIEH B BUIE OJHOI 3alucH B CKOOKaXx
C pasnejieHueM KOChIMU JIMHUSIMMU.

B I'maBy 14 «MuKpoOMaTpUUHbIi aHAJIU3» BHECEHBI U3-
MEHEHHUSB COOTBETCTBMM C pekomeHaanusmu OoO1iecTsa
u3yyeHus: BapuaHToB reHoMa 4vesioBeka (Human Genome
Variation Society — HGVS). JlonoiHeHOo, YTO MpU UCMOJb-
30BaHUM KaK IE€TAIbHOMU, TaK U KPATKOW CHUCTEMBbI 3aIUCH,
HOMepa HYKJIEOTHIOB HE BBIACSAIOT 3allAThIMM, a MPOTSI-
JKEHHOCTb TOCIeI0BATEIbHOCT OTMEYAIOT 3HAKOM «HMX-
Hee momyepKuBaHue « ». Korma HoMmepa HYKICOTHIOB MC-
MOJIB3YIOT JAJIS1 3alUCHU aHOMAJILHOTO pe3ysbTaTa, yKazaHue
Ha Bepcuio coopku reHoMa (Hampumep, g.[GRCh38]) mome-
LIAIOT B CTPOKY TaKMM 00pa3oM, KaK 3TO yKa3aHO B TIpUBE-
JNEHHOM HIKe MpUMepe; TTOce KBapaTHbIX CKOOOK CIIeayeT
npooe:

arrff GRCh38] Xp22.31(6467202_8091950)x0 mat
Mukpomampuunslil aHAAU3 BbIAGUA Y MYICHUHBL HOMEDIO
benda p23.31, ynacaedosanuyo om mamepu.

B paznen «ITpumepbl HOMEHKIATYphl JIJIs MUKpPOMAT-
PUYHOTO aHaIu3a» J00aBJIEHO, YTO €CIM MCIOIb30BaH JII0-
00l TMUIT MUKPOMATPUYHOTO aHaIn3a, TP KOTOPOM 30HIbI
MepPeKPBIBAIOT MHOXKECTBEHHBIE JIOKYCHI IT0 BCEM XPOMOCO-
MaM, U TIOJIyYeH HOPMaJIbHbIN pe3y/ibTaT, ero 3anuCchiBaloT

B CKoOKax 0e3 mpobena mocie cumBoja <«arr». IlonoBbie
XPOMOCOMBI OTAEJISIIOT OT ayTOCOM, KOTOpPbIE 3allMChIBAIOT
MepPBBIMU.

arr(1-22,X)x2 Hopmanvras yceHuwuna
arr(1-22)x2,(X,Y)x1 HopmanvHbiil myxcuuna

B 3akiioueHUM UM UHTEPIPETAIIMU pe3ybTaTa ClIeayeT
yKa3aTh, KaKoe pa3pellleHre U Kakas riatdpopMa ObLIU UC-
MOJIb30BaHBI ¥ OJMHAKOBO JIM TMPEICTaBIeH B HEil BeCh Te-
HOM 1 BCE XPOMOCOMBI.

Ecnu pesynbrar aHOMaJbHBIN, YKa3bIBAIOT TOJBKO Te-
pectpoiiku. He3aBucMMO OT TOTO, yBEJUYEHO WU YMEHb-
LIEHO KOJIMYECTBO KOIHUIA, abeppallii B XpOMOCOMAX 3amu-
CHIBAIOT B COOTBETCTBUU C MX MOPSIAKOBBIM HOMEPOM — OT
MEHBIIEro K 0oJibllieMy. AHOMaJIMU TMOJOBBIX XPOMOCOM
3aMUCHIBAIOT MOCAEIHUMU. YKa3bIBAIOT TOJbKO OEHIbI, CO-
OTBETCTBYIOILIME AaHOMAJIBbHBIM KJIOHaM. AHOMaJIMU HyKJIe-
OTHUIIOB 3aIMCHIBAIOT OT pter K qter B COOTBETCTBUU C Jeii-
CTBYIOIIMMM BepcusiMu TeHOMHBIX Opay3epoB UCSC unn
Ensembl (www.genome.ucsc.edu/ u www.ensembl.org/).
MHOXeCTBeHHbIe HyKJIEOTHIbl MOXKHO 3aUChIBATh, pa3ie-
JISIST 3HAKOM 3aIsiTast «,» VI UCITONIb3Ys 3HaK HIKHEe TI0/I-
YepKHUBAHUE «_», YTOOBI yKa3aTh Ha yBeJIMYEHUE YHCIIA KO-
MU UK yTEPIO CErMEeHTa, PACIONOXEHHOTO MEXIY 3aru-
CaHHBIMM KJIOHaMu. B ciiyyae Hanuuusi CMelIaHHOM Moy~
JIAIIY KJIETOK JIOJIS KJIETOK ¢ aHOMaJIMeil MOXeT ObITh BhI-
YyycJeHa U yKa3aHa B CKOOKax Mocje yKa3aHusl KOoJuuecTBa
KOIUH.

B paznen no6aBieHO HECKOJIBKO MPUMEPOB.

I'maBa 15 «PaitoncnenucdpuuHbie aHaau3bl». BBemeHue
B TJIaBy U3MEHEHO U BBIIVISIIUT Terephb Tak: «CyIecTBYIOT
HEKOTOpbIE TeXHOJOTUM, KOTOPbIE TMO3BOJISIIOT OTPEICIUTh
KOJIMYECTBO KOMUI HYKJIEOTUJOB B OTAEJbHBIX JIOKYCaXx.
Il onpenefaeHus] KOJIMYeCTBa KOMUM XpPOMOCOM WM XpO-
MOCOMHBIX PallOHOB MOTYT OBITh MCITOJb30BaHBIL: MYJIBTH-
mJiekcHas jaurazozasucumas ammaubukauus (MLPA), ko-
JnyecTBeHHas payopeciieHTHasl MoJauMepasHas LierHasi pe-
akiuusg (ITLP), [T P B peanbHOM BpeMeHM, aHaJIM3 Ha cde-
puyeckux Ououumnax. Bce 3TM TeXHONIOTMM PacCMOTPEHBI
B JAHHOM TJ1aBe KaK TeXHOJOTUU paioHCren(pUIHOTO aHa-
mu3a (PCA). B ciyuae ucrnosib3oBaHUsI TOTOBOro Habopa
(reagent kit), reHOMHOe pacroJIOXXeHHe KOTOPOro He M3Be-
CTHO, MOXET OBITh TIPUBEICHO €ro Ha3BaHWE, OJIHAKO IS
HauOobIlIeld TOYHOCTU HEOOXONMMO YyKa3blBaTb HOMepa
HykJ1eoTun0B. Kak 1 B ciiyyae MUKpOMaTpUYHOTO aHaIu3a,
MHTEPBA aHOMAJbHBIX HYKJIEOTHAOB BBIACISIOT 3HAKOM
HIDKHETO TIOMYepKUBaHUA « ». Korga Mcrmonb3yior HoMepa
HYKJIEOTUJOB, YKa3aHue Ha Bepculo cOOpKM reHoma (Ha-
npumep, GRCh38) momeialor B CTpOKy Tak, Kak 3TO MoKa-
3aHO B IIPUMEPAX 3TON TIJIaBbI:

rsal GRCh38] 1p36.33(849466 2432509)x1

AHoManvHoe Koauuecmeo Konuil HyKAeomudoe 6 paiioHe
Ip36, eviaeaennoe nymem PCA, ykasvieaem Ha nomepio 6 5moil
obaracmiu.
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Abeppaluu 3anuchbiBaIOT B MOPSIIKE OT MEHBLIETO K 00-
JIbIIIEMY HOMEDPY XPOMOCOMBI, aHOMAJIMU TOJIOBBIX XPOMO-
COM 3aIMCHIBAIOT B mocieaHow ouepenb. K metomam PCA
MOXHO OTHECTM TakXe HeOOJIbIINE TapreTHble MUKPOMAaT-
pUYHbIE aHAIM3bl, UMEIOIME OrpaHUYEHHOE KOJUYECTBO
pailoHOB, KOTOPbIE MOTYT OBITh OMUCAHBI C MOMOIIBIO HO-
MEHKJIaTypbl. Borpoc o ToM, yKa3blBaTh JI HOpPMaJbHbIE
JIOKYChI, WCIIOJIb30BaHHbIC TPU MCCIIEJOBaHUMU, PEIlIaeTCsl
J1abopaTopueii».

I'naBa 16 «AHanM3bl, OCHOBaHHbBIE HA CEKBEHUPOBAHUM»
SIBJISIETCSl HOBOM. Tak Kak 0COOCHHOCTH 3aIlUCH TaKUX pe3y-
JITaTOB YacTO BbI3BIBAIOT BOIMPOCHI Y CHELUATNCTOB, MbI
TPUBOJIUM TI€PEBOJ OTOM TJIABHI.

16.1 Beenenne. Mctopuuecku ISCN oxBaThIBaeT ommuca-
HMe YMCJIEHHBIX M CTPYKTYPHBIX aHOMaJIMii XpOMOCOM, BbI-
SIBJICHHBIX TP MCTIOJBb30BAHUM Pa3IMYHBIX CTaHIAPTHBIX
LIUTOTEHETUYECKUX M MOJIEKYJISIPHO-IIUTOTeHETUUECKUX
TEXHOJIOTUIA, B TO BpeMsi Kak pekomeHaanuu HGVS (www.
HGVS.org/varnomen) onpeaessiioT onucaHue M3MeHEeHUI
MOCJIeIOBATEIbHOCTU HYKJIEOTUIHBIX OCHOBAHMIA, BBISIBIISIC-
MBIX TIpU CeKBeHMpoBaHMU. [IprHUMAasi BO BHUMaHME yBe-
JIMYEHME UCTIOIb30BaHUSI TEXHOJIOTUI1 CEKBEHUPOBAHUS JIJIsT
XapaKTepUCTUKU XPOMOCOMHBIX aHoMasuii (Schluth-Bolard
¢ coanT., 2013; Ordulu ¢ coaBr., 2014; Newman c¢ coaBT.,
2015) u HanuuMe yxe ycTaHOBJIeHHbIX ctaHaapToB ISCN u
HGYVS, crano oyeBMIHBLIM, YTO HEOOXOAMMa KOMOMHALIMS
9TUX CTAHAAPTOB IS ONTMCAHUST XPOMOCOMHBIX MEPECTPOEK.
IIpencraBneHHsle HKe criocoobl komOomHauuu ISCN-mo-
JTOOHOTO OInuCaHusI XPOMOCOMHBIX repecTpoex
¢ HGVS-nono6HbIM onKrcaHeM BapUaHTOB HYKJIEOTUIHbBIX
MnocleaoBaTeIbHOCTel pa3BuBalOT CBsI3b Mexay ISCN u
HGVS.

16.2 O61me npuHIuIbl. KioueBbie acreKTbl KOMOWMHMI-
POBAHHBIX CTAHIAPTOB:

® 3aMKChIBAIOT TOJIbKO abeppalui;

® TOJKHBI ObITh BKIItOUeHbI Kak [SCN-1ono6HbIe omnu-
CaHUsI XpOMOCOMHBIX abeppauuii, Tak 1 HGVS-nonooHbIe
OMUCaHUs MOCIeNOBATEIbHOCTEM HYKIEOTUIOB /IS TTOJHOM
SICHOCTU ¥ MH(DOPMATUBHOCTH;

o [SCN-nogo0OHy0 4acTh ONMUCAHUSI 3alKUCHIBAIOT IEp-
BOI1, OHa MOXeET OBITh 3aIllcaHa KaK B KpaTKOMi, TaK U B 1e-
TaJbHON CUCTEeMe 3alMCU CTPYKTYPHBIX MEePEeCTPOeK;

e 3amuch ISCN-1ono6HO# yacTu onvcaHus HauYMHAIOT
C CHMBOJIa «Seq», YTOOBI yKa3aTb, 4TO abeppauus ObLIa
UACHTU(DUITNPOBAHA C UCTIONE30BAHNEM TEXHOJIOTHH, OCHO-
BaHHbBIX Ha CeKBeHUpoBaHMU. Bepcuio cOOpKM reHoMa yka-
3bIBAIOT B KBaJPAaTHBIX CKOOKAX IMOCAEe CUMBOJIA «S€q»;

® HaOIOAeHNs, KOMOWMHUPOBAHHBIE C IPYTUMU TEXHO-
JIOTUSIMU, TAKMMM, KaK UCCIIeNOBAaHUE UCUEPYEHHOCTH XPO-
MOCOM WJIM MUKPOMATPUYHBII aHAJIN3, MOTYT OBITh 3aruca-
HBI C UCITOJIb30BaHWEM CUMBOJIA «.S€(», IIPY 3TOM 3HAK TOY-
Ka «.» TIPEAIIEeCTBYET 3alMCH pe3yiIbTaTa CeKBEHUPOBAHYSL.

® KOMOMHMPOBAaHHAasl ~ HOMEHKJIATypa  HCITOJIb3yeT
HGVS-cranpaptsl s HGVS-niono6Hoit yactu (CM. HUXe
u www.hgvs,org/mutnomen/) Hapsity ¢ JTOMOJHUTEIbHBIMU

PEKOMEHAALIUSIMU, MPEACTABICHHBIMU HUXE JJISl ONUMCaHUSs
abeppaluii.

Kpatko, cymecrByomue HGVS-cTtanaapTbl BKIIOYAIOT
cienyollee:

® HIDKHEee TIOAYepKMBaHUE YKa3bIBae€T TPAHUIBI M3Me-
HEHMsI HYKJICOTMIHOM TocienoBarebHOCTH. Hampumep,
2.123_456del yka3pIBaeT neJeIMi0 CETMEHTa, BKIIOYAIOIIYIO
HyK1eoTHIb! OT 123 10 456;

® HEOoMpeleJeHHOCTb YKa3blBalOT C MOMOILBIO 3aKII0ue-
HUSI B CKOOKM YJacTKa HeoIlpedeJeHHOCTH. Takum o0pa3oM,
2.123 (450 _856)del ykasbiBaeT, 4TO AeNeIMsl MMEET Heolpe-
JIeJIEHHYIO JIOKaIU3alnio Mexay Hykiaeotruaamu 450 u 856;

® [10 HATPaBJICHUIO UAECHTU(HUKAIMY HYKICOTUIOB KaK
BapUaHT 3aMMChIBAIOT OCHOBaHHUe, Omukaiiinee K 3°. DTO
HasbIBalOT IMpaBwioM «3’». Hanpumep, g.4delT (He g.2delT
win g.3delT) onuceiBaeT nameHenne CTTTA k CTTA;

® 3HaK (DUTYpHBIE CKOOKU «{}» MCIIOJIb3YIOT ISl YKA3aHUsI
paznuunii B UBMEHEHHOM CETMEHTE MO CPABHEHMUIO C pedhepeH-
CHBIM CEKBEHUPOBAHUEM TPY AYTUTMKALIMSX, UHBEPCHUSIX, 3aMe-
Hax, MHCEPLMSX U T.IT., Harpumep, g.123 456dup{234G>A};

® [IJIs1 3alKCH MHBEPTUPOBAHHOM IMOCHIEN0BATETIbHOCTH
HCIIOJIB3YIOT CUMBOJ «inv».

Hns obecriedyeHMsT OOIIET0 CTaHAapTa 3alllCU XPOMO-
COMHBIX aHOMaJuii cyiecTBytonme pekomeHaaumu HGVS
OBLTN pacCLIMPEHBI:

® abeppalli ayTOCOM 3alMChIBAIOT B MEPBYIO OYepElb
(OT MeHbIlIero Homepa K 0oJIbllIeMy), 3aTeM YKa3blBaloT MO-
BpPEXIEHHBIE IMOJOBbIE XPOMOCOMBI (X 1 Y);

® JIOKAJIM3alMI0 TOYEK Pa3pblBOB YCTAHABIMBAIOT, KakK
YKa3aHO BBIIE, T.€. TIEPBOM 3alMCBIBAIOT TOYKY pa3phiBa,
PacIoJIOXKEHHYIO TIEPBOi OT pter XpOMOCOMbI C MEHBIIUM
MOPSITKOBBIM HOMEPOM;

® MHOXECTBEHHbIE TOUYKM pa3pbIBOB Ha OJHOI XpOMO-
COME 3alMChIBAIOT B MOPAAKE OT pter K qter.

® BapuaHThl OIMKMCHIBAIOT BCEr/ia B MepeHeM HarpaBieHUN
(ot HykiIeoTraa 1 K KOHILY XpOMOCOMBI), IIPOUCXOKIECHUE XPO-
MOCOMBI YCTAaHABJIMBAIOT IO MHTAKTHOM LIEHTpOMEpE;

® HayajJo XpPOMOCOMBI 00O03HAYAIOT «pter», KOHEI —
«qter». Tak Kak reHOMHoe pedepeHCHOe CeKBEHUPOBaHUE
ONpeAeNIO, YTO HAYaao U KOHELl XPOMOCOMBI (TeJIOMEPHI),
conepkar O0JIbIIOE KOJTMYECTBO KOPOTKUX TAHIEMHBIX IO-
BropoB (Ns), ykazaHue crienu(uKu pacroaokeHus HyKJe-
OTHUJIOB B 3TUX 00JIACTSIX HE MMEET CMbICIA;

® [IEHTPOMEPY OMUCHIBAIOT KaK «CeNn», TaK KakK 3TO TMOo-
MOTaeT pacrno3HaTh MPOU3BOAHYIO XPOMOCOMY;

® TOYKM paspbiBa W BOCCOEIMHEHUsI 0003HAYAIOT 3HA-
KOM «::»;

® He TeJIOMEPHbIE TOC/IeI0BaTe/IbHOCTU (MHCEePLIMM) OIMUCHI-
BAIOT, YKa3bIBasl TOYKM Pa3pbIBOB B clienytoleM dopmare —

s:mocnenoBatebHOCTE:: (:AAGTAC::);

® [IPUCYTCTBUE AOTMOJHUTEIBLHON IOCIEI0BATETbHOCTH
(MapkepHbIe/KOJIbLIEBbIE XPOMOCOMBI) 0003HAYAIOT CUMBO-
JoM «add».

YT0oOBI OMpeAeUTh JOKAINU3ALMIO TOUKU pa3pbiBa, 00-
mwuM nipaBuioMm HGVS sBnsercs coxpaHeHue Haubosee

14



MEANUNHCKAA TEHETUKA. — 2018. — N26

)IJ'[I/IHHOI71 IoCJICA0BATECIBHOCTHU 0e3 M3MEHEHU (HpaBI/I-
10 3)

MpumeneHvie npaBuna 3’ K XpPOMOCOMHbBIM NEPECTPOKAM.

chr2: TCAGC A CGTTGG
*der(2): TCAGC A tctgece
der(2): TCAGC - @ treitigic €
der(X): cagtt A CGTTGG
*der(X): cagtt a CGTTGG
chrX: cagtt n. tetgec

TpancnoumpoBaHa 4acTb XpOMOCOMBI 2 (CBETJIBI TOH)
Ha X-XpoMocoMy (TeMHBI ToH). B cooTBeTCcTBMU C TOCTE-
JOBAaTEJIbHOCTSIMM, OTHOCSIIIIMMMCSI K XpoMocoMe 2 U
X-XpoMocoMe (BBIAEIEHBI KUPHBIM), €CTh 1B BO3MOXKHO-
CTH TIOCTPOCHMSI TIPOM3BOMHBIX XPOMOCOM (TTOKA3aHbI
OOBIYHBIM IIPUGTOM U KypcuBoM). [Ipu 3TOM 3ammuch TOYEK
Pa3pbiBOB TUTSt MPOU3BOTHOM XPOMOCOMBI 2:
g.[chr2:6::chrX:7] win g.[chr2:5::chrX:6](KypcuB), 3aBUCUT
OT TOTO, IMOCUUTATh JIU HYKJICOTHH A TPOUCXOAAIINM U3
XpoMocoMBI 2 i X-xpomocoMEbl. [Ipasuio 3’ onpenensier,
YTO HAYMHAsI C XPOMOCOMbBI C MEHBILIUM MOPSIIKOBBIM HOME-
poM (B JaHHOM clly4ae XpoMocoMma 2) MOC/IeA0BaTeIbHOCTh
IOJDKHA OBITH MPHCOEAMHEHA TaK Jalleko OT 3’ KOHIIA, KaK
9TO BO3MOXKHO. [1pn onmrcaHuM TPOU3BOIHON XPOMOCOMBI 2
HYKJIEOTHI A clielyeT CUMTaTh MPUHAJIEXAIUM 3TOI Xpo-
MOCOME, U KOPPEKTHOE OIMMCaHue TOUEK Pa3pbIBOB TOKHO
ObITh caenytomuM: g.[chr2:6::chrX:7]. CoOTBETCTBEHHO,
MPU OMMUCAHUU TPOU3BOIHONM X-XPOMOCOMBI KOPPEKTHOM
Oynet 3amuck: g.[chrX:6::chr2:7].

16.3. [1puMepsl 3anTMCK XPOMOCOMHBIX TIEPECTPOEK, BbI-
SIBIIEHHBIX MTPU CEKBEHUPOBAHUU.

16.3.1. Jenenun

seq[GRCh38]del(X)(q21.31g22.1)

chrX:g.89555676_100352080del

Ha ocrosanuu eepcuu coopku eenoma GRCh38 (eenommoe
pegepencroe cexeenuposanue NC_000023.11) udenmughuuu-
poeana deneyus 8 OAUHHOM naede 00HOU X-Xpomocombl om OeH-

da Xq21 do benoa Xq22.1. Ona exawuaem ceemenm ¢ HyKaeo-
mudamu om 89.555.676 do 100.352.080.

16.3.2 TIpon3BoaHbIE XPOMOCOMBI

seq[GRCh38]der(2)t(21;11)(p25.1;p15.2)

g.[chr2:pter_8247756delinschrl1:pter 15825266]

[lpouszeodnas xpomocomsl 2 ecredcmeue mMpancioKayuu
Mmexncdy Kopomkumu naewamu xpomocom 2 u 11 ¢ moukamu paz-
puios 2p25.1u 11pl5.2. B pezysvmame umeemcs deaeyust nep-
6bix 8 247 756 Hykaeomudos Xpomocomul 2 U cepXUUCIEHHbLE
Konuu nepevix 15 825 366 nyxaeomudoé xpomocomwvt 11, no
sepcuu cmpoerus eenoma GRCh3S.

seq[GRCh37]der(3)(3pter—3q25.32::8q24.21—8qter)

G.[chr3:158573187_qterdelinschr8:(128534000_
128546000) gter]

Hecbanancuposannas mpanciokayus medncdy OAUHHbIMU
naewamu xpomocom 3 u 8. B pesyrvmame o6pazosarace npous-
800HASL XPOMOCOMA 3 €O CBePXUUCACHHbIMU HYKAeomudamu ou-
cmanvHee MoYKU paspuieéa 8 Xpomocome 8.

seq[GRCh37]der(4)ins(4;X)(q28.3;q22.2q21.31)

G.[chr4:134850793_134850794inschrX:89555676_
100352080inv]

Hecbanancuposannas — UHMEPXPOMOCOMHAS — UHCEPUUsl
¢ 8CMABACHHBIM NOBMOPOM X-XPOMOCOMbL, OPUCHMUPOBAHHBIM
6 00pamHOM HANPAGACHUU OMHOCUMENbHO NOCAe008AMENbHO-
cmet xpomocomsl 4, codepicawux yenmpomepy.

seq[GRCh37]der(5)t(5;10)(p13.3;q21.3)

g.[chrS:pter_29658442delinschr10:67539995 gterinv]

Hecbanancuposannas mpaunciokayus mexncoy Kopomkum
HACHOM XPOMOCOMbL 5 U OAUHHBIM naeHoM Xpomocombl 10 ¢ 06-
pazoearuem npouzsoonou xpomocomvl 5 — der(5). Ceemenm,
BKAOUAIOWULL KOPOMKOE NAeHO XPOMOCOMbL 5 Om pter 00 HyK/e-
omuda 29.658.442, zamewen Hykaeomuoamu OAUHHO20 HAeYd
xpomocomst 10 om qter do Hykaeomuoda 67.539.995, opuenma-
Yusi KOMopo2o NPOMUBONOAOICHA 00bIMHOU OPUEHMAUUU HYK-
saeomudos 6 xpomocome 10. B dannom cayuae cywecmeyem eo-
MOoA02USL MPeX HYKAeOMUO08 6 MOYKAX paspuléos U coeduHe-
HUA; 8 coomeemcmeuy ¢ npasuiom 3’ mouku pazpwiéa onpede-
aswm ¢ 3’ coeueom eHympu paioHa 20mMoa02ul 8 npou3800HOU
Xpomocome, m.e. B0OCCOeOUHeHUe Melcoy HYKAeomuoamu
67.539.995 (a ne 67.539.998) xpomocomet 10 u nykaeomudom
29.658.443 (a ne 29.658.440) xpomocomwi 5.

Seq|GRCh37]der(6)t(6;13)(q13.3;q31.1),der(13)t(6;13)
(q13.3;q31.1)inv(6)(q14.3q14.3)

g.[chr6:pter cen 85897870::A::chr13:80659609 gter]

G.[chr13:pter_cen_80659606::chr6:85897899
85900540inv::85900541 86488291::93909933_ qter)

Komnaexcnasn nepecmpotixa mexcdy xpomocomamu 6 u 13.
Hmeemcs neudeHmu@uuyuposaHHas uUHcepyusi 8 MovKe paspol-
6a Ha Npou3eo0HOl xpomocomst 6. Mmeemcs makoice deaeyust
2 n.H. mamepuana xpomocomut 13 (om 80659607 do 80659608)
u deneyus 28 n.u. (¢ 85897871 no 85897898) mamepuana xpo-
mocombt 6 6 mouke paspwiea. Ilpouzeoonas xpomocoma 13 ume-
em uneepcuro pasmepom 2641 n.u. (c 85897899 no 85900540) u
deaeyuro pasmepom 7,4 man n.H. (¢ §6488292 no 93909932)
mamepuana xpomocomst 0.

16.3.3 JIynmimkanuu

seq[GRCh37] dup(8)(q24.21q24.21)

chr8:g.128746677 _128749160dup

Hynauxayus pasmepom 2484 n.n. xpomocomwr 8§ 6 coom-
eemcmeuu ¢ cexeenuposarnuem NC_000008.10, 6 npedenax
benda q24.21 exarouaem uyxkaeomudst om 128746677 no
128749160 no eepcuu coopku eenoma GRCh37. Opuenmauyus
OYRAUYUPOBAHHO20 YHACMKA COOMBEMCMBYem OPUSUHAAbHOIL.
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seq[GRCh37] dup(8)(q24.21q24.21)

chr8:g.128746677 _128749160dupinv

ynaukayus pazmepom 2484 n.n. xpomocomur 8 6 coomeem-
cmeuu ¢ cexeenuposaruem NC_000008.10 ¢ npedenax 6enda
q24.21 eéxarouaem Hykaeomudvt om 128746677 do 128749160 no
sepcuu cmpoenus eenoma GRCh37. Opuenmauust Oynauyuposan-
HO2O yHaACMKa NPOMUBONOAONCHA OPUSUHANBHOLL.

16.3.4 Nncepuun

seq[GRCh37] ins(4;X)(q28.3;q21.31q22.2)

2.[chr4:134850793_134850794inschrX:89555676-100352080]

chrX:g.89555676_100352080del

Coanancuposannas UHMeEPXPOMOCOMHAS UHCePUUs Mame-
puana OAUHHO20 naeua X-xpomocomol 8 ONUHHOE NAeHO XPOMO-
comet 4. [locredosamenvHocms  UHCEPUUPOBAHHOU  HaACMU
X-xpomocombl umeem my ce OpUeHMAUUI0, 4MO U NOCAe008a-
MEAbHOCMb XPOMOCOMbL 4 OMHOCUMEAbHO UCHMPOMEpbL.

seq[GRCh37] ins(4;X)9q28.3; q22.2q21.31)

G.[chr4:134850793 134850794inschrX:89555676-
100352080inv]

chrX:g.89555676 100352080del

Cbanancupoeannas UHMEPXPOMOCOMHAA UHCEPUUs mame-
puana OAUHHO20 naeva X-xpomocomvt 6 OAUHHOE NAEHO XPOMO-
comul 4. [locredosamenvrocms 6cmasaeHHol yacmu X-xpomo-
COMbl UMeem OpUeHMAauuio, NPOMUEONOA0INICHYIO HOCAe006a-
MEeAbHOCMU XPOMOCOMbL 4, OMHOCUMENbHO LeHMPOMEpbL.

16.3.5 NnuBepcun

seq[GRCh37]inv(6)(pter—p25.3::q16.1—-q25.3::q16.1—
qter)

chr6:g.[776788_cen_93191545inv;93191546T>C]

Tepuyenmpuueckas uneepcus Xpomocomsl 6 ¢ 3aMeHOl 00-
HO20 OCHOBAHUS 8 MOYKE PaA3PbIEa.

seq[GRCh37]inv(2)(pter—p22.3::q31.1—-p22.3::q31.1—
qter)dn

chr2:2.[32310435_32310710del;32310711_171827243inv::G]

Tlepuyenmpuueckas uneepcus xpomocomvl 2, GO3HUKWLAS
de novo, c deneyueii pazmepom 276 n.H. u uncepyuei 1 n.H.
6 MmouKe paspulea.

seq[GRCh37]inv(6)(p21.2p22.3)

chr6:g.[20000000_40000000inv;40000000T>C]

ﬂapauenmpuuecmaﬂ UHeepcuUs KoOpomkKoeo nieva Xxpomoco-
Mbl 6 ¢ 3aMeHOl 00HOU N.H. 8 MOYKe Pa3pbled.

16.3.6 KosbiieBbie XpoMOCOMBI

seq[GRCh37]r(8)(p23.2q24.3)

chr8:g.[pter_3300000del:: 140000000 _gterdel]

Konvuyesas xpomocoma 8 ¢ moukamu paspwvieog 8 Oendax
p23.2u q24.3 ¢ npucoedunenuem nykaeomuoa 3300001 k nyk-
aeomudy 139999999 no eepcuu coopku eenoma GRCh37.

seq[GRCh37]+r(8)(p23.2q24.3)

chr8:g.[pter_3300000del:: 140000000 _qterdel]add

Ceéepxuuciennas Koavyesas Xpomocoma 8 ¢ mouKamu pas-
pul6oe 6 bendax p23.2 u q24.3 ¢ npucoedunenuem HyKieomuoa
3300001 k nyxaeomudy 139999999, no eéepcuu cobopku eenoma
GRCh37.

16.3.7 Tpauncaokamuu

46,XX,t(2;11)(p24;15.1).seq GRCh38]t(2;11)(p25.1;p15.2)

g.[chrll:pter 15825272::chr2:8247757 cen_qter]

g.[chr2:pter_8247756::chr11:15825273 cen_gter]

Cbanancuposannas mpaHcaoKauus mexncoy KOopomKumu
naewamu xpomocom 2 u 11. Touku paspvieos, onpedeneruvie
6 6endax 2p24 u 11p15.1 nymem cexeenuposanus, oviau dema-
AUBUPOBAHBL KAK pacnosodicenHbvle 6 bendax 2p25.1u 11p.15.2.
Ha ocnosanuu eepcuu coopku eenoma GRCh38 npouszouino co-
edutnenue Hykaeomudog 15825272 xpomocomwr 11 u 8247757
Xpomocomvl 2 Ha npou3gooHoU Xpomocome 2 u coeuHeHue HykK -
aeomudoe 8247756 xpomocomwt 2 u Hykaeomuda 15825273
xpomocomst 11 na npouseoornoit xpomocome 11.

seq[GRCh37]t(9;9)(9qter—9q22.33::9p21.2—qter;Ipter—
9q22.33::9p21.1—-9pter)

2.[chr9:102425452 qterinv::chr9:26393002_cen_qter]

g.[chr9:pter cen 102425451::chr9: 26393001 pterinv]

CbanaHcupo8anHas mpancioKayus mexcoy 2oMoA0cU"HbI-
MU Xpomocomamu ¢ moukamu paspwieog 9p21.2 u 9q22.33.

seq[GRCh37]t(2;11)(q31.1;q22.3)
g.[chr2:pter_cen_174500098::chr11:108111987_qter]
g.[chrll:pter_cen 108111981::chr2:1745000099 qter]
Tpancaokayus mexncoy OAUHHbIMU HAHAMU XPOMOCOM 2 U

11. Umeemcs deneyust 5 n.H. 6 nocredo8amenbHOCMU XPOMOCO-
mot 11 mexncdy mouxamu paspvieos 108111981 u 108111987

seq[GRCh37]t(3;14)(14qter—14q12::3p22.2—3qter;
14pter—14q12::3p22.2—3pter)

G.[chr14:29745314 qgterinv::

CATTTGTTCAAATTTAGTTCAAATGA::chr3:
36969142 _cen_ter]

g.[chrl4:pter cen 29745313::chr3:pter 36969141inv]

Tpancrokayus mexncoy KOPOMKUM HACHOM XpOMOcombl 3 u
OAUHHBIM NACHOM XPOMOCOMbL 14 ¢ uHcepuyuetl He 10KaNU308aHHOL
NOCAe008AMEAbHOCIMU 8 MOYKY PA3PbI8A HA NPOU3EO0HOI XPOMO-
come 3.

ITo muenuro aBropoB ISCN 2016, oHa SIBIsIETCS] BaXKHBIM
1IaroM it OObeAMHEHUS JABYX XOPOILO Pa3BUTHIX M TMPOBE-
PEHHBIX BPEMEHEM CHUCTEM 3aliceil pe3ysIbTaToB: MeXKIyHa-
POIHON cUCTEMBbI LIMTOreHeThuYecKoit HomeHkIaTypbl (ISCN)
JUISI CTAHAAPTHOM LIMTOTeHeTUKHU U pekomeHaamit HGVS mis
3arucell pe3yabTaToB, MOJYYEHHBIX TMPU CEKBEHUPOBAHUU.
B 3akimroueHMr aBTOPBI BHIPAXKAIOT HAMEXTy, YTO 2JIEKTPOH-
Hast Bepcust ISCN 2016 co BpeMeHeM CTaHeT JAOCTYITHOM, KaK
noctyrHa Bepcust HGVS. (www.HGVS.org/varnomen).
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