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B 2020 roay ony6nukoBaHa aencTayiolasn Bepcusa MexayHapogHo CCTeMbl LUTOreHOMHOM HOMeHKNaTypbl yenoseka (ISCN 2020).
B naHHOM 0630pe OTpaeHbl BCe BaXkHble M3MEHEHUs, MO OTHOLWEHNIO K NpeapblayLieli Bepcrun HoMeHKaTypbl 2016 ropa, KoTopble
MOTYT MMETb 3HaueHne AnA 3anncy pe3ynbTaToB CTaHLAPTHOIO LMTOreHeTUYeCKoro nccnenoBanHus. Npexae Bcero, 3To KacaeTcA
nopAzKa 3anncu Toyek pa3pbiBOB XPOMOCOM 1 0603HaUeHWA HacleJoBaHNA NepecTpoeK B 3aKN0UYEHNN O pe3yfbTaTax MCCnefoBaHus.
[o6aBneHbl TakxKe HeKOTOpble pa3aesibl 1 TabnuLbl, U3MeHeHbl 1 Jo6aBNeHbl NpUMepbl 3anucy GopMysbl KapuoTrna NPU PasINyHbIX
nepecTpoiikax, a Tak»Ke BHeCeHbl U3MEHEHNA B CTPYKTYPY TeKcTa.
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The current version of the International Human Cytogenomic Nomenclature System (ISCN 2020) is published in 2020. This review reflects
all the important changes from the previous 2016 version of the nomenclature, which may be relevant for recording the results of a
standard cytogenetic study. First of all, it concerns the order of recording chromosome breakpoints and marking the inheritance of
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Keywords: ISCN 2020, ISCN 2016, international system of human cytogenomic nomenclature, chromosomal abnormalities, standard
cytogenetic study.

For citation: Shilova N.V,, Antonenko V.G., Minzhenkova M.E., Zaletaev D.V.An International System for Human Cytogenomic Nomenclature (ISCN 2020):
Additions and modifications in recording the results of standard cytogenetic study in constitutional chromosome abnormalities. Medical genetics
[Medicinskaya genetika]. 2023; 22(4): 3-10. (In Russ.)

Corresponding author: Nadezhda V. Shilova; e-mail: nvsh05@mail.ru

Funding. The study was supported by the State Task N2122032300370-1 “Study of structure-functional features and mechanisms of formation of
the chromosomal abnormalities and genomic imbalance”.

Conflict of interest: The authors declare no conflict of interest

Accepted 14.04.2023

MeoduyuHckas 2zeHemuka [Medical genetics] 2023; 22(4) 3



METOANYECKUE MATEPUAIJIbI

MeoduyuHckas zeHemuka 2023. Tom 22. Homep 4

METHODOLOGICAL MATERIALS

eXIyHapoaHasl CUCTeMa IIMTOT€HOMHOM HO-

MeHkIaTyphsl yenoBeka (ISCN) aBaseTcst omHUM

13 OCHOBHBIX CITIPAaBOYHBIX MaTEPUAJIOB I10 1M~
toreHomuke. ISCN niperepniena 6osiee 10 mepecMoOTpOB.
3a nocnennue 10 jJeT oHa nepeusgaBagach U COBEPILIEH-
cTBOBaJlach Kaxnple 3-4 roga. B oktsa6pe 2020 roga BbiliLa
B CBeT JeiCTBYIoIIAas Bepcusi MexXnyHapoIHOl CUCTEMBbI
LIUTOTeHOMHO# HOMeHKJaTyphl yejaoBeka — ISCN 2020
[1]. HeobxonuMocTh OOHOBIEHWSI HOMEHKIIATYPhI CBsI3a-
Ha ¢ HEKOTOPHIMU U3MEHEHUSIMU B TMATHOCTUKE XPOMO-
COMHBIX HapyIlIeHUI 3a TIePUO, TIPOIIEAIINI ¢ MOMEHTA
BeIXoga npenpiayieit Bepcun ISCN (2016) [2]. Baxkarbie
MoaM(bUKALIMU B 3aIMCH pe3yjibTaTa CTaHAapTHOTO IIUTO-
reHetuyeckoro uccienoBanus (CLI'M) kocHynuch mo-
psiiKa yKa3aHusl TOYeK pa3pbiBOB XpPOMOCOM U 0003HaYe-
HUSI HacJIeIoBaHUsI IlepecTpoeK. B HOBOI Bepcuu 100aB-
JICHBl HEKOTOPBIE pa3felibl U TaOJIUIIbl, U3MEHEHBI U
J00aBJIeHbl IPUMEPHI 3anMcH (DOPMYIIbl KAPUOTHIIA TTPU
Pa3JIMYHBIX TIEPECTPOIKaX, a TAKXKEe BHECEHbBI U3MEHEHMSI
B CTPYKTYpPY TeKkcTa. HeKoTopble M3 HUX HOCST YUCTO pe-
JMAKTOPCKUii xapakTep. B HacToseit 0030pHoit myoimnKa-
LIMY OTPakeHbI BCE U3MEHEHMS, KOTOPhIE MOTYT UMETh
3HaueHue 111 3anucu pesyabratoB CLIT'U. CtpykTypa 00-
30pa cooTBeTcTBYeT cTpyKType ISCN 2020 ¢ ykazaHueMm
IJ1aB, pa3nejoB U CTPaHUIL, B KOTOPBIX CAeTaHbI TPaBKU.
TekcTbl, MpeTepreBIIne CYIeCTBEHHbIE U3MEHEHUS, TIe-
peBeACHBI MOTHOCThIO. [TprBeneHO OOIBITMHCTBO HOBBIX
U TpaHC(HOPMUPOBAHHBIX IIPUMEPOB 3aIMCcH (hOPMYJT Ka-
pUOTHIIA, OMHUCAHMSI PUMEPOB BbIIEJICHBI XXKUPHBIM
mpudToM. CraeayeT OTMETUTD, YTO BaXKHBIM ITPEUMYIIIE-
ctBoM ISCN (2020) siBasieTcst oHMaliH-BepCUsT IJ1s1 JOCTYII-
HOCTH M yno0cTBa oopallieHusI B loboe Bpems [3].

Maea 1 «<BBegeHune B uctopmio»

Hob6asnen pa3nen 1.7, oTHocsmmiicsa K nepuonay 2017—
2020 rr. B pa3nene yka3zaHo, yto B 2018 1. Obl1a co3maHa
KOMUCCHSI 10 paboTe Hajl HOBO Bepcueil HOMEHKIIATYPHI,
KOTOpasi coujia HEOOXOAMMbIM BHECTHU OIpPEACICHHbIE 13-
MeHeHUsI. B cBsI3U ¢ yBeJIMYEHHUEM POJIM MOJIEKYJISIPHBIX
TEXHOJIOTUIA, TAKMX KaK MUKPOMATPUYHbBII aHAJIN3 U BbI-
COKOIIPOU3BOAUTEIBHOE CEKBEHUPOBAHKE, IIPU KOTOPHIX
YTeHUE HYKJICOTHUIOB Ha XpPOMOCOME IIPOUCXOIUT OT KOH-
11a KOPOTKOTO IIJIeYa XpOMOCOMBI (pter) K KOHILY JJIMHHO-
ro 1ureva (qter), pellvIv caeaaTh TAKOU IMMOPSIIOK 3aITUCH
00s13aTeIbHBIM IIPABUIJIOM 11 BCEX TEXHOJIOTUI, BKIIIOYast
CTaHIAPTHBINM aHAIU3 UcuepuyeHHOCTH XpomocoM (GTG-
okpacka). JIJist BceX TeXHOJIOIMI TaKKe BBOAUTCSI IIPaBU-
JIO OIKMCAHUSI aHOMAJIMIA TIOJIOBBIX XPOMOCOM paHee aHO-
MaJinii ayTocoM. B HoMeHKIIaTypy ObLIM BHECEHBI U3ME-
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HeHUsI 0003HAYEHMS YHACIEAOBAHHBIX AHOMAJTUIA, YTOOBI
clieaTh MOHITHBIM, YHAC/IEA0BaHa aHOMAJIUSI TTIOJIHOCThIO
WJIM TOJIBKO YAaCTUYHO, KaK JAepuBaTHas xpomocoma. Crie-
JIAaHHBIE U3MEHEHUS ITO CPABHEHUIO C TIPEIbIAYLICH BepCH-
el OTMEUEHbI B OPUTMHAILHOM TEKCTE CEPOM TMHUEH [T
y100CTBa YUTATENICHA.

asa 2 «HopmanbHble Xxpomocombi»

B pasnene 2.2.1 cnenano nob6asneHue: «Onpeneie-
HUS METalleHTpUYecKasl, CyOMeTalleHTpUYecKasi 1 aKpo-
HEHTPUYECKas XPOMOCOMBI TPATUIIMOHHO CBSI3aHBI C CO-
OTHOIIICHMEM JUIMHBI TUIEY XpPOMOCOM Ha IIperapaTax co
CIUIOIIHOM OKPaCKOM».

MaBa 3 «CumBonbl, ab6peBuatypbl n obure
NPUHLUNDbI»

OtHocuTenbHO 3anucu pe3yiapratoB CLITU B cincok
J00aBJIeHBl HOBBIE CUMBOJIBI, JIJIST HEKOTOPBIX paHee MC-
MOJTb3YEeMBIX CUMBOJIOB JIOTTOTHEHO 3HAYCHUE:

dinh — ngepuBaTHass XpoMocoMa, BCJEICTBUE
XPOMOCOMHOI TTEPECTPONKI POIUTEITLCKOTO TIPOUCXOKICHWST

IMpumeuaHne: NCTIONIB3YETCsI, KOTIa yKa3aHue Kapro-
TUTIA POAUTEIIEH HEBO3MOXKHO;

dmat — pepuBaTHass XpoMocoMa, BCIIEACTBUE
XPOMOCOMHOW MEPECTPONKN MATEPUHCKOTO TTPOUCXOXKICHNS;

dpat — mepuBaTHas XpomocoMma, BCJIEICTBUE
XPOMOCOMHO1 TIEPECTPOUKH OTIIOBCKOTO TTPOUCXOXKICHUS;

(-) — neduc, ucnonbdyercs A 0003HAUYECHUST OIH-
Jla Mpu HU3KoM ypoBHe paspeleHuss GTG-okpalleHHbIX
XPOMOCOM

ITpuMeuaHue: UCIIONB3YIOT, €CIW TIpU OO0Jiee BBICO-
KOM pa3pelieHnH 3TOT 03H 0003HaYaeTCsl KaK HECKOJTb-
KO caMOCTOSITeNIbHBIX. Hatpumep, 1U1st XxpoMOCOMEI 9 TTpn
paspelieHnn Ha ypoBHe 300 cerMeHTOB B TPETheM paiio-
He JUIMHHOTO TIJIeya BBIIEISIIOT OMH 02HIT, 0003HAYae MBI
Kak 9q31-33, B To BpeMd Kak Iipu pazpemeHun 400 u 550
CETMEHTOB BBIIEIISIIOT TPU OTIENbHBIX 09Hma: 9q31, 9q32
1 9933 (puc. 5B [1])

B riaBy no6asieHa cieayoomas Tabauia: cMm. Tabil.).

maBa 4 «3anucb KapuoTuna»

Paznen 4.1 «O061me npuHIUNb». TEKCT B pasaeie
CTPYKTYPUPOBAH C BbIIEJICHUEM OTACIbHbBIX ITYHKTOB.

Crtp. 38. JloOaBieH npuMmep 3arnicu HOpMaJIbHOTO Ka-
pUOTHUIIA B ClTydae, eCJIv oJI He MOXeT ObITh yKa3aH: 46,X?

Ctp.39. B nmyHkTe 8, KacarolieMcsl UCIOJb30BaHUS
KBaJIpaTHBIX CKOOOK, 100aBJIEHO, YTO UX IPUMEHSIOT IIPU
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yKa3aHWUM aOCOIFOTHOTO KOJIMYECTBA KJIETOK B KIIETOUHOM
JIMHUY WIK KJIOHE.

B nynkTte 9, Kacarolemcst OrnmucaHust pa3indus Mex-
JIy MO3aUIIM3MOM M XUMEPHU3MOM, B IIPUMEPHI 100aBICHO
yKa3aHHe KOJIMYeCTBa KJIETOK:

mos 45,X[10]/46,XX[10]

chi 45,X[10]/46,XY[10].

B nynkre 11, Kacarouiemcs mopsiaka ouepeIHOCTH yKa-
3aHMsI HOPMaJIbHOM KJIETOYHOM JIMHUM TIPU MO3auLIU3Me,
TePMUH «KJIOH» 3aMEHEH Ha TEPMUH «KJIETOUHAsI TUHUS»
U B IPUMeEpPHI 100aBIEHbI YKa3aHUSI KOJIMYECTBa ITpoaHa-
JIM3UPOBAHHBIX KJIETOK:

Medical genetics 2023.Vol. 22. Issue 4

mos 47,XY,+21[10]/46,XY[10]

mos 47,XXY[10]/46,XY[10]

Ctp.40. ITocneaHuii MyHKT, KacalolUiics 3HI0-
penyIIMKaluu, U3MEHEH W BBIIJISIIUT TaK: «DHIO0pe-
IYTIMKALIMS TIPEeICTaBIsIeT CO00M perIMKalunio Xpo-
MOCOM 0e3 pa3aeeHHsI XpoMaTu1 WK LIUToK1He3a. Ta-
K1e TEXHOJOTUU, KaK MUKpoMaTpuuHbIii SNP-aHanus,
MOTYT OBITh IOJIE3HBI JUISI BBISIBJICHUS Pa3InIuii MeX-
Ay SHAOPEAYIIMKAUMEH U APYTUMU MEXaHU3MaMu, Ha-
puMep, MpepBaHHbBI MUTO3 U CIIUSHUE KJIETOK, KOTO-
pble MOTYT IPUBECTU K aHAJIOTUIHOMY U3MEHEHUIO YHC-
Jla KOITUIA XpPOMOCOM».

Ta6nuua. O6wWwe NPUHUMNDbI NPeACTaBNeHNA Pe3ybTaToB NCCIeA0BaHNA, MPUMEHVMbIE K Pa3InuHbIM MEeTOANYECKNM

nopxoaam

Table. General principles for presenting analysis results applicable to various methodological approaches

OO011Me TPUHLUTIBI

Curun Onk FISH XMA PCA CekB

TTosoBBIE XPOMOCOMBI YKa3bIBAIOT B IICPBYIO OUYCPCAb

+ + + + +

Touku pa3pbIBOB yKa3bIBalOT B HAMPABJIECHUU OT pter K qter

+ + + + +

(KOMMaKTU3aIu1) XpOMOCOM

B onHoi1 3amucu KapuoTUITa MOTYT OBITh YKa3aHbl TOUKHU Pa3pbIBOB HA
xpoMocomax ¢ GTG-okpacKoii Mpu pa3nUIHBIX YPOBHSIX Pa3pelleHusI

J1J11 BceX XpOMOCOM UMCIIOBBIE U3MEHEHUSI 3aMMChIBAIOT PAHbIIIE
CTPYKTYPHBIX

MHOXeCTBeHHbIE CTPYKTYPHbBIC nepec*rpoﬁkw 3aIlMChIBAIOT B COOTBET-
CTBUM C ITOPAAKOBBIM HOMEPOM XPOMOCOMBI (OT MECHBIIETO K 6OJ'II)I_U€My)

KouiblieBble XpOMOCOMBI YKa3bIBalOT paHbIIIC MapKEPHBIX XpPOMOCOM

[Ipu Mo3anLM3Me YUCIIO KIETOK KaXI0! KIETOUHOI TMHUY YKa3bIBalOT
B KBaJIpaTHBIX CKOOKax

HpI/I UCCIIEA0BAHUAX B OHKOJIOTUU YMCJIO IIPOCMOTPEHHBIX KIIETOK
YKa3bIBalOT B KBaApaTHBIX CcKoOKax (KaK B CJ1ydac€ OJHOroO,
TaK 1 HECKOJIbKUX KI[OHOB)

PoncTBeHHbIE KJTOHBI ONUCHIBAIOT B TIOPAOKE IMMOBBIIICHUA
KOMIIJIEKCHOCTH, HE3aBUCUMO OT pasMepa

HauGostee npeacraBieHHYIO KIETOYHYIO JIMHUIO/HEPOJICTBEHHBII KIIOH
OIMUCHIBAIOT IEPBBIMU, HOPMAJIbHYIO KJIETOUHYIO JIMHUIO — MOCIIEIHEN

BbIsiBIeHHbBIE aHOMAJIMU COOTHOCST C YPOBHEM ITJIONMIHOCTU

Pe3ynbTaThl, MOJTyYEHHBIE C UCTIONB30BAHUEM Pa3IMYHbIX TEXHOJIOT U,
pasnessioT TOYKOoH (.)

[1pu 0603HAUYECHN Y HYKJIEOTHUAOB YKA3bIBAIOT BEPCUIO COOPKU TeHOMA

KonuuectBo HYKIJIICOTHUIOB ITPU CTPYKTYPHBIX aHOMAJIUAX MOXKET OBITh
YKa3aHO KakK C 3anAaTon MEXIY ThICAYaMU U MUJIJIMOHAMM, TaK 1 0e3 Hee

I/IHTCpBa}T MEXKIY HYKJICOTUAaMU 0003HAYaIOT HXKHUM IMOAYECPKHUBAHUEM

ITponopuuio JIHK yka3biBaloT B KBaJpaTHBIX CKOOKaxX

IIpumeuanue: (+) — ucnonnsyercsi; CUT'M — cTangapTHOe LUTOTEHETUYECKOE UCCIEI0BaHNUE;
OHK — OHKOJIOTMYECKHe U remarosiornueckue ucciaenoBanus; FISH — dnyopecuenTHas rubpunusanus in Situ; XMA — XpOMOCOMHBII MUKpOMa-
TpuyuHbIii aHanu3; PCA — paiioH-criennduyHbiil aHanu3; CeKB — CEKBEHUPOBAHUE.
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Crtp.41. B nyHKT |, Kacaoluiicsi onucaHus yHacle-
JIOBAaHHBIX MEPECTPOEK, BHECEHO TOMOJIHEHUE: €CJIU YHAC-
JielmoBaHa He BCS IePECTPOIiKa, a TOJIBKO €€ YacTh (HaIpu-
Mep, OJTHA JeprBaTHasI XpOMOCOMa IpY cOaJIaHCUPOBaH-
HOM POAMTENILCKOM TPAaHCIOKAIIMN), CIIEAYET UCTIOIb30BaTh
cuMBOJIBEI «dmat», «dpat» n «dinh» s 0o6o3HaYeHMST Je-
PUBATHOM XpOMOCOMBI.

IIpoucxoxneHue coaTaHCUPOBAaHHBIX BAPUAHTOB XPO-
MOCOMHBIX ITepECTPOeK MO-MpeXKHeMy 0003HaYalT mat
WU pat, B 3aBUCMMOCTH OT KAaKOro POAMUTEJIsSI OHA yHAC-
JleoBaHa (MaTh WJIKA OTEL] COOTBETCTBEHHO).

Paznen 4.2 «OnpeneneHue Toyek pa3pbiBoB». BHeceHO
nonojiHeHue: « TOUuKy pa3pbIBOB IIPU OTHOM 1 TOM Xe Tie-
pPEeCTpOiiKe MOTYT ObITh YKa3aHbI C Pa3IMYHOMN CTETIIEHbIO
pa3pelleHHsI B TOM Cllydae, eCJIM OOIIUid ypOBeHb pa3pe-
IIEHUST COOTBETCTBYET PEKOMEHIOBAHHOMY HallMOHAIb-
HBIM PYKOBOJICTBOM».

Paznen 4.3 «O0o3HaueHUE TOYEK Pa3pPbIBOB U CTPOE-
HUST XpPOMOCOM TIPU CTPYKTYPHBIX TIEPECTPOKaX XpOMO-
com». B mynkt 4.3.1.1 «Ilepectpoiiku ¢ AByMsI pa3pblBaMiu»
BHECEHBI UBMEHEHHUSI B COOTBETCTBUM C HOBBIM IIPABUJIOM
3aIMCHy TOYeK pa3pbiBOB: «Korma nBe Touku pa3pbIBOB Ha-
XOMSITCSI B OTHOM M TOM K€ WJIM B Pa3HbIX TUIeYaX XpOMO-
COMBI, TTOPSIIOK YKa3aHUsI UX — OT pter K qter».

M3meHeH npumep, Kacaromuiics 3anucy opMyIbl Ka-
pUoTHIIA B ClTydae, ec/ii 00a pa3pbiBa pacrojIoKeHbl B KO-
POTKOM ILIeYe XPOMOCOMBI:

46,XX,inv(2)(p23p13)

B MpexxHUX Bepcuax — 46, XX,inv(2)(p13p23).

IIprMeyaHue: HOBOE MPaBUJIO 3aIMCU TOYEK pa3phbl-
BOB IpUMeHNUMO Ko BceM pasneiam ISCN 2020; Touku pas-
pbIBa B 3alMCU KapUOTUIIOB B IJ1aBax §, 9 U T. . COOTBET-
CTBEHHO U3MEHUJIUCH

B nynkT 4.3.1.2 «IlepecTpoiiku ¢ TpeMsl pa3pbiBaMu»
BHECEHO U3MEHEHNE B COOTBETCTBUU C HOBBIMM ITpaBUJIa-
MM YKa3aHHs TOUEK pa3pbiBOB: «B ciydae, Korna MHcepLust
MPOMCXOIUT B MpeJiesiaX OMHON XPOMOCOMBI, TOUKY Pa3phl-
Ba, B KOTOPYIO ITPOM30IILIa MHCEPLIMSI, YKa3bIBAIOT IIEPBOIA.
Touku pa3pbIBOB MHCEPLIMPOBAHHOI'O CEIMEHTA YKa3bIBa-
IOT B COOTBETCTBUM C TEMM K€ TIpaBUIaMU, YTO U TIPU TIe-
pecTpoiiKax ¢ ABYMSI TOYKaMM Pa3pbiBOB, T.€. TOUKY pa3-
pbIBa, KOTOpasl B pe3y/IbTaTe MHCEPIIMU OKa3ajlach OJIKe
K pter, yKa3bIBaloT MEPBOii».

W3MeHeH TeKCT OIMCaHuUsI TPUBEACHHBIX IIPUMEPOB:

46,XX,ins(2)(q13p13p23)

MHcepuus cerMeHTa KOPOTKOTO IJIeYa XPOMOCOMBI 2,
PACHOJIOKEHHOT0 MKy 03naamu 2p13 u 2p23, B 1yIMHHOE
IUIeY0 Ha ypoBHe 03Haa 2q13, npu aTom 6311 2p13 pacno-
JIOJKEH OJ1Ke K pter, uem 2p23.

46,XX,ins(2)(q13p23p13)

Medical genetics 2023.Vol. 22. Issue 4

MNucepuus cerMeHTa KOPOTKOTO TJIe4a XPOMOCOMBI 2,
PACnoJIoKeHHOro MexK Iy 0aHmamu 2p23 u 2p13, B 0911 2q13,
npu 3ToM 0311 2p23 pacnosiokeH 0Jimke K pter, yem 2p13.

Paznen 4.4 «JlepuBaTHBIE XPOMOCOMBI»

Ctp. 45. B IIyHKT, TOBOPSIIINIL O TOM, YTO IPU YOI -
KallM TIOJIHYIO 3amuch (pOpMYJTbI KapUOTHUIIA TOCTATOUHO
TIPUBECTH OIUH pa3, a 3aTeM MOXHO MCITOIh30BaTh ab0pe-
BHATYpy, 100ABJICHO pa3bsICHEHNE, YTO aO0peBHaTypa Ipe -
CTaBJISIET cO0OM (hopMyIiTy 0e3 yKazaHUs TOYEK Pa3phIBOB.
Ha camom nene B a00peBraType He YKa3bIBalOT HE TOJbKO
TOYKH Pa3pbIBOB, HO U HOMEP BTOPOU XPOMOCOMBI, y4a-
CTByIOLLIEI B riepectpoiike. Harpumep, 46,XX,der(5)dmat,
ripu nosHoi popmyie: 46,XX,der(5)t(2;5)(q21;q31)dmat.

BHeceHsl n3MeHeHMS B Ta0JI. 4 B COOTBETCTBUHM C HO-
BBIMU TIpaBWJIAMM 3aIICH BapUAHTOB ITaTOJIOTUYECKOM
MENOTUYECKOU cerperaliiyi poauTeabCKUX PELUITPOK-
HBIX TPaHCJIOKALMii — CUMBOJI «mat» 3aMeHEeH CUMBO-
oM «dmat» B cirydasix HecOaJaHCMPOBAaHHBIX BApUaHTOB
TPaHCIIOKALINH.

Paznen 4.5 «PekoMOMHaHTHBIE XPOMOCOMBI».

B mmpumMepsl BHECEHBI U3MEHEHHS B COOTBETCTBUU
C HOBBIMU TIpaBUJIAMM 3aITMCH TIPOUCXOXKICHUST PEKOM-
OMHAHTHBIX XPOMOCOM BCJIEACTBHE MEHOTHUUIECKON pe-
KOMOMHAIINM (KPOCCUHTOBEPA) Y HOCUTEIIC XPOMOCOM-
HBIX TTIepecTpoeK (KaK MPpaBWIO, THBEPCUHU M MHCEPIIUHN):

46,XX,rec(2)dup(2p)inv(2)(p21g31)dmat

46,XX,rec(2)dup(2q)inv(2)(p21g31)dmat

MaBa5 «HeOI'IPEAEHEHHOCTb npun yctaHOBJIeHUN
XpomMmocombl nnn 63HAa»

B paznene 5.1 «<HeBO3MOXHOCTb UAEHTU(DUKALIMNY 10-
OaBiieH rpumep (cTp. 49, BTOpoii cBepXY):

46,XY,der(5)ins(5;?)(q32;?)

JepuBaTHasE XpOMOCOMa BCJIEACTBUE MHCEPIIUU XPO-
MOCOMHOTI'0O MaTepurajia HEM3BEeCTHOTO TIPOUCXOKICHUS
B 09HI q32 ATMHHOTO IJIe4ya XPOMOCOMBI 5.

Taxcke B pasnene 5.3 B onvcanuu ipuMepa 46,XY,der(1)
t(1;10)(q44;922) or dup(1)(q32g44) nodaByieHO yKa3aHUe,
YTO TPeOYIOTCS TOTIOJIHUTEIbHBIE NCCIIEI0BaHNsI, KOTOPBIE
MO3BOJISIT BEIOPATh OIMH 13 JIBYX BApUAHTOB.

maBa 6 «lMopagoK 3anncm XxpoMoOCOMHbIX
aHOManuii B KapuoTtune» octanacb 6e3 n3sMmeHeHU.

Maea 7 «<HopmanbHas Bapna6enbHOCTb XPOMOCOM»

B paznmen 7.1 «BapuaHThI reTepoXpoMaTUHOBBIX CET-
MEHTOB, CITYTHUKOB M CIIyTHHYHBIX HUTECH» BHECEHO CY-
11IECTBEHHOE U3MEHEHHE, TOBOPSILLIEE O TOM, UYTO COTJIACHO
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HoBbIM NpaBuiiam ISCN, BapuaHTHI He ClIeyeT BKIoYaTh
B 3alMch (POPMYJIBI KApUOTHUIIA, YTOOBI M30€KaTh OILIM-
O0ouHoOI nHTepnpeTauuu. [Tpy HEOOXOAUMOCTU UX MOXK-
HO OIKMCATh B TEKCTE 3aKJII0UYeHMs. BapraHThI MOTYT OBITH
MCIIOJIb30BaHbI TSI pa3rpaHUYeHUST IBYX 1 00Jjiee pa3ind-
HBIX KJIETOYHBIX IMHUI WJIK KJIOHOB, HAIIpPUMED, TIPU XU -
Mepu3Me WK TPaHCIUIAHTALIVN.

Crenmyet OTMETUTb, UTO B 3T0i Bepcuu ISCN BriepBbie
HACTOSITEJIbHO PEKOMEHIOBAaHO HE BKJIIOUATh TAaKKE Bapy-
aHTBI B ONIMCAaHKME KapUOTHUIIA.

asa 8 «<Ymncnosblie aHOManum XxpoMmocom»

B paznen 8.2 «<AHOMaIUM MOJIOBBIX XPOMOCOM» T00aB-
JIEHBI HOBBIE TIPUMEPDI:

mos 45,X[25]/47,XXX[12]/46,XX[13]

Mo3auuHblii KAPHOTHII C TBYMSI aHOMATbHbIMHI KJI€TOY-
HBIMH JIMHUSIMH, O/THA U3 KOTOPBIX ¢ MOHOCOMHEi X Xpo-
MOCOMBI (25 KJIeTOK), Apyrasi — ¢ TpucomMmueii X XpoMoco-
MbI (12 KieToK). HopmasbHblil K€HCKHiT KAPHOTHUI BBISIB-
Jien B 13 kieTkax.

mos 47,XXX[25]/47,X[12]/46,XX[13]

Mo3auuHblii KAPHOTHII C TBYMSI aHOMATbHbIMHI KJI€TOY-
HBIMH JIMHUSIMH, OJJHA U3 KOTOPbIX ¢ TPUCOMHei X XpoMo-
combl (25 KJIeTOK), Apyras — ¢ MOHOCOMHel X XpoMoco-
MbI (12 KieToK). HopmasbHblil XK€HCKHIT KAPHOTHUI BBISIB-
Jien B 13 kieTkax.

W3 rnaBbl vckiodeH pasnaell 8.4 «OmHopoauTeabeKas
JICOMUSI».

MaBa 9. «CTpPYKTypHble NepecTpoiiK1n XpOMOCOM»

[TpuHMMAasT BO BHUMaHKE TOT (DAKT, YTO B OPUTUHATIBHOMN
Bepcuu ISCN 2020 HeKoTOpbIe U3MEHEHUS B TEKCTE O AYTLIN-
kanusix (9.2.5) u uasepcusix (9.2.10) oTMeueHsl cepoit mosio-
COM, CJIeTyeT OTMETUTD, YTO IPYTHe N3MEHEHMS, KacatoIInecst
onucaHus aeneuuit (9.2.2), nepuBaTHbIX XxpoMocoM (9.2.3),
JTULIEHTPpUYECKHX XpoMocoM (9.2.4), nzoxpomocom (9.2.11),
PELUIPOKHBIX TpaHcaokauuii (9.2.17.1) u poGepTCOHOBCKMX
TpaHcaokauuii (9.2.17.3), KoTopble He MeHee BaXKHbI U aKTy-
AJIbHBI, HUKaK He OTMEYEHBI [4]. DTH U3MeHeHus Takxke Oy-
JIYT BBLIEJIEHBI XKUPHBIM IIPUQPTOM.

B nonpasznen 9.2.2 «Jleneuuu» 1odaBiaeHbl 2 HOBBIX
TpuMepa:

46,XX,del(4)(p15.2)

46,XX,del(4)(:p15.2—qter)

TepMuHaIbHAS Iejielus ¢ TOYKOil pa3pbiBa (:) B 03HIE
4p15.2. OcraBuiascs XpoMOCOMa COCTOUT U3 YACTH KOPOT-
KOrO Ij1e4a XpoMocoMbl 4 Mexay 03H10M 15.2 1 ieHTpoMe-
PoOii, U BCEro JJIMHHOTO Iieya.

Medical genetics 2023.Vol. 22. Issue 4

46,XY,del(20)(q11.2-13.1q13.3)

WHTtepcTuimanbHast neelnsl, BhISIBIICHHAs TIPU aHa-
mm3e ¢ paspermeHreM 300 63HIOB ¢ TOYKAaMH pa3phIBOB
20q11.2-13.1 m 20q13.3.

B omHOM mpuMmepe M3MeHEHBI TOUKH pa3phIBOB B CO-
OTBETCTBUU C HOBBIM MPABUJIOM «OT PLer K qter»:

46,Y,del(X)(p21p11.4)

HNuTepcTunmanbHas gesenus CerMenTa, pacnoioxKeH-
Horo mexay 0ounamu Xp21 u Xp11.4.

IMonmpasmen 9.2.3 «JlepuBaTHBIE XPOMOCOMEI».

Bo BBeneHue nobasneHa ppasza, UTO TEPMUH «PeKOM-
OMHAHTHBIC XPOMOCOMEI» (rec) He CIeayeT UCTIOIh30BaTh
HU TIPY OTIMCAHUM TIPUOOPETECHHBIX M3MEHEHUM, HU TIPU
OMKUCAHUU AHOMAJIUH, SIBJISIOIIUXCS CAEICTBUEM MATOJIO-
TMYECKON MEMOTUYECKOM Cerperalum XpoOMOCOM.

B mpumepsl BHECEHBI M3MEHEHUSI B COOTBETCTBUM
C HOBBIMU TIpaBIJIAMU 3aIIMCH TOYEK Pa3pbIBOB M yKa3a-
HUSI HACJIeIOBaHMS IIepeCcTPOeK (TOUYKM pa3phIBOB yKa3a-
HbI B HalIpaBJIEHUHU OT pter K qter, a TEpMUHbI «mat», «pat»
u «inh» 3aMeHeHBI TepMuHaMu «dmat», «dpat» u «dinh»
B COOTBETCTBYIOIINX CIYJasIX).

C1p.62. B ogHOM IpuMepe B KOPOTKOM 3aIMCU KapU-
OTHUIIa N3MEHEHBI TOYKH Pa3pbIBOB B COOTBETCTBUM C HO-
BBIM IIPABUJIOM «OT pter K qter»:

46,XY,der(9)inv(9)(p23p13)del(9)(q22q23)

C1p.63. B nyHKT, Kacaroluics I1epruBaTHBIX XPOMO-
COM, 00pa30BaBIINXCS B Pe3yJIbTaTe IBYX M OoJiee Tepe-
CTPOEK, 100aBICHBI 2 HOBBIX IIpUMepa:

47,XX,+7,der(7)t(1;7)(q12;p22)x2

B nononneHnue K 0HOI HOPMAJIbHOI KONMHUU XPOMOCO-
MbI 7 IPUCYTCTBYIOT [[B€ IEPUBATHBIE XPOMOCOMBI 7, 00pa-
30BaBIIKECS B Pe3yJibTaTe TPAHCIOKALIMA MEKAY XPOMOCO-
mamu 1 u 7 ¢ Toukamu pa3psiBoB 1q12 u 7p22. B kapuorune
JIBe HOpPMAaJIbHbIe KON XPOMOCOMBI 1.

47,XY,+der(4)t(4;11)(q21;923),t(4;11)(q21;923)

B nonosnenune K c0aJaHCHPOBAHHOW TPAHCIOKAIUU
MeXKIy JIJTHHHBIMH IIe4aMu Xpomocom 4 i 11 npucyrcTByer
JIOTIOJTHUTEJIbHAS KONUS IePUBATHOI XpOMOCOMBI 4 13 1aH-
HOW TpaHCaOKauuu. JlepuBaTHYI0 XpOMOCOMY 3aNHCHIBAIOT
nepe peuunpoOKHOM TPAHCIOKALMEH.

C1p.64. B nyHkre, KacaroleMcst OIKUCaHus IepuBaT-
HBIX XpOMOCOM, 00pa30BaBIINXCS B pe3yIbTaTe 0os1ee 4eM
OIIHOU MepecTPONKH C yYaCTUEM IBYX U DOJIEE XPOMOCOM,
W3MEHEHBI IBa IIpUMepa 1 T00aBJICH OIMH HOBBIM.

B mpuMepe paccmaTpuBaeTcsl He MO3aWMYHBIN Bapu-
aHT, KaK OBLIO YKa3aHO B MPEABIIYIICH BEPCUM, a TaK-
K€ B ONMCAaHWUU BMECTO MO3aMIHOM KOJIBIIEBOM XpPOMO-
COMBI MCIIOJIB3YeTCS TIOHSITHUE CBEPXYMCICHHAST KOJIBIIE-
Bast XpoMOCoMa:

47,XY,+der(8)r(1;8;17)(p36.3p35;p12q13;925q25)
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47,XY,+der(8)r(1;8;17)(::1p36.3—1p35::8p12—8q13
::17¢25—17q25:)

CaepxuunciieHHAs KOJIbIIEBASI XPOMOCOMA, BOBJIEKAIONIAS
CerMeHThI TPeX XPOMOCOM, OmpeesIsieTcsl KaK XpoMocoMma 8,
TaK KaK CO/IEPIKUT HEHTPOMEPY XPOMOCOMBI 8.

B mpumepe B KOpoTKOi1 3amicu N3MEHEHBI TOYKH pa3-
PBIBOB B COOTBETCTBMH C HOBBIM TIPABUJIOM «OT pter K qter»
¥ JOTIOJTHEHO OTCaHWe KapruOTHUIIA:

46,XX,der(1)del(1)(p34p22)ins(1;17)(p34;q25q11)

JepuBatHast xpomocoma 1 oOpa3oBajiach B pe3yjib-
TaTe MHTePCTUILIMAILHOMN AU ¢ TOUKAMU Pa3phIBOB
1p34 u 1p22 u 3aMelIeHneM 3TOTO CerMeHTa MHCepInei
Marepualia JUIMHHOTO 1jieya XpoMocoMbl 17. B mogoOHoit
CHUTYyalliM, KOT/A CYIIECTBYIOT IBE TOUYKHU pa3phiBa B XpO-
MOCOMe- PELIMITMEHTE, B KaYeCTBe TOYKM MHCEPIINH 3a-
MUCHIBAIOT TOUKY, PACIOJIOKEHHYIO OimKe K pter. Opu-
EHTAIMs NHCEPHUPOBAHHOTO CETMEHTA OTHOCUTENLHO pter
U qter ompezeisieTcs] B COOTBETCTBUM C €70 HOBBIM ITOJIO-
JKEeHHEeM.

47,XX,t(9;22;6)(q34;q11.2;p21),+der(22)t(9;22;6)

IIpencrapiena TPAHCIOKALNS C YIACTHEM TPEX XPOMO-
com: 9, 22 1 6 co cBepXUHCIEHHON JepHBATHOI XPOMOCO-
Moii 22, 00pa30BaHHOIi B pe3y/IbTaTe 3TOil TPAHCIOKALINH.

B stoM mpumepe B opurnHanbHo Bepcun ISCN 2020
nmMmeeTcd onevarka [5]. [IpaBunbHas 3a1ich OPMYJIBI Ka-
pUOTHIIA:

47 XX,1(6;9;22)(p21;q34;q11.2),+der(22)t(6;9;22)

Ctp.65. B niyHKTE, NOCBSILIEHHOM U301€PUBATHBIM
XpoMocoMaM (COoKpallleHHO ider), caeaaHoO MOIMOJTHEHNE
K OTIMCaHUIO TIpUMepa;

46,XY,ider(9)(p10)ins(9;12)(p13;q22q13)

46,XY,ider(9)(9pter-9p13::12q22-12q13::9p13-9p10::
9p10-9p13::12q13-12q22::9p 13-9pter)

M3oxpomMocoma 1Mo KOpOTKOMY TIJIeUy AepUBaTHOMN
XpOMOCOMEI 9, 00pa30BaHHOI B pe3yIbTaTe MHCEPIINH CeT-
MeHTa XpoMocombl 12q13q22 B 6511 9p13, mpu 3T0M 63HT
12922 pacnogoxen oymke K 9pter, uem 09u112q13.

JloGaBieH HOBBII TpUMEp:

46,XY,der(9)t(9;22)(q34;q11),+22,der(22;22)(22pter—
22q11::9q34—9qter::9qter—9q34:: 22q11—22pter)

JlepuBaTHas xpoMocoma 22, 00pa3oBaHHAs B pe3yJibTa-
Te t(9;22), sBIgeTCAI H30XPOMOCOMOIA 10 JUTMHHOMY I1edy Ph
(punanennuiickoii) xpomocombl. B kapuoTune Takke npu-
CYTCTBYIOT JIB€ HOPMAJIbHBIE XPOMOCOMBI 22 W JepUBATHAS
xpomMocoma 9, sapisomascs cieacrsuem t(9;22).

B stoM mpumepe B opurnHanbHo Bepcun ISCN 2020
nMeetcd oreyatka [5]. [IpaBunbHas 3ammuch GOpMYITbI
¥ OIMMCaHUS KapuOTHUTIA:

46,XY,der(9)t(9;22)(q34;q11.2),+22,der(22;22)(22pter
-22q11.2::9q34-9qter::9qter~9q34:: 22q11.2-22pter)

Medical genetics 2023.Vol. 22. Issue 4

JuueHTpuyeckass XxpoMocoma, oOpa3oBaHHas
u3 der(22)t(9;22).

CtpykTypa BBeneHus B noapasaen 9.2.4 «IuueHTpu-
YeCKHe XPOMOCOMbBI» HECKOJIbKO M3MeHeHa. B orimuue
OT TpenbIaylleil Bepcuu, TeKCT pa3aesieH Ha 3 yacTH, Ka-
caeTcs pa3esieHUsl IOHATHI O TULEHTPUUYECKOM 1 U3011-
LIEHTPUYECKOI XPOMOCOMAX U BBITJISIIUT CJICAYIOIIUM 00-
pazoM: «CumBoJ dic MCTIONb3YIOT 1151 0003HAYEHUST TULICH-
TpUYeCcKrx XxpoMocoM. Kak ciiemyer U3 cMbICiia CUMBOJIA
Y OMMCAHUST BOBJIEYEHHBIX B TIEPECTPOITKY XPOMOCOM, JIH-
LIEHTPUYECKAst XpPOMOCOMa 3aMEHSIET IBe HOPMaJIbHbIE XPO-
MOCOMBI. JIulieHTpruUecKasi XpOMOCOMa YUYUThIBAETCST KaK
OJTHa XpOMOCOMA, TaKMM 00pa3oM, KOJIMYECTBO XPOMOCOM
MPpY HAJIMYUM TUIEHTPUIECKON XPOMOCOMBI COCTaBIISIET
45. TIpu 5TOM HET HEOOXOAUMOCTU YKa3bIBaTh MOTEPIO HOP-
MaJIbHBIX XPOMOCOM,/XPOMOCOMBI (TaK e Kak [Py TPaHCJIO-
Kalluu 11eJI0To Tuieya U poOepTCOHOBCKOM TpaHCIOKALIMM —
cM. Paznens 9.2.17.2 1 9.2.17.3). Onpenensitorcs 1Be TOUKU
pPa3pbIBOB U ABE LIEHTPOMEPHI, YTO TMperoaaraeT npovc-
XOXIEHUE XPOMOCOMBI U3 IBYX OTAEIBHBIX XPOMOCOM.

Hpyroiit MexaHU3M IIPUCYII] 00pa30BaHUIO U30IULICH-
TPUYECKOM XPOMOCOMBI, KOT/Ia ITPOUCXOIUT €AUHCTBEH-
HBIi1 pa3pbIB CECTPUHCKUX XPOMATHI C TIOCIEAYIOLIUM BOC-
COCIMHEHMEM, TIPY 9TOM KOJIMYECTBO XPOMOCOM COCTaBJIsI-
eT 46. M30auiLIeHTpUIECKYI0 XpOMOCOMY 0003HavaroT idic.

TepMuH der MOXXHO MCIIOJIB30BaTh BMeCTO dic, HO HU-
KOT/Ia He CJIelyeT UCITOoIb30BaTh KOMOMHAIIMIO 3TUX Tep-
MUHOB — der dic».

B nonpasznene 9.2.5 «Ayniaukauuu» B COOTBETCTBUU
C HOBBIMM IPaBWJIAMH YKa3aHUSI TOYEK pa3pbIBOB OTMEYEHO,
YTO MPU OYIJIMKALUKM TOYKU pa3pbiBOB CJIEAYET YKa3bIBaTh
B HampaBJIeHUU OT pter K qter B OTIMYMeE OT MPEIbIIYIIIX
Bepcuii ISCN, peKoMeHAYIOIIUX YKa3bIBaTh OPUEHTALIUIO
JQYTUTMLPOBAHHOTO CETMEHTA OTHOCUTEIBHO LIECHTPOMEDHI.

JlobaBieHo 2 HOBBIX ITpUMepa:

46,XX,dup(1)(p34p31)

46,XX,dup(1)(pter—p31::p34—qter)

Jynimkanus cerMmeHTa Mexay 0anaamu 1p34 n 1p31,
OpHeHTAIMs He U3MEHEHa.

46,XX,dup(1)(p31p34)

46,XX,dup(1)(pter—p31::p31—p34::p31—qter) nam
46,XX,dup(1) (pter—p34::p31—p34::p31—pter)

JyniuMkanus cerMenTa mexnay 0ounamu 1p34 u 1p31
B MHBEPTHUPOBAaHHO# opueHTamuu. CliexyeT OTMETUTD, YTO
TOYHO YKAa3aTh JOKAJIN3ANUIO TYIUIMIIMPOBAHHOTO CEerMeH-
Ta MOXKHO TOJIbKO NPH MCHOJIb30BAHUH J€TAJIbHOI CHCTe-
MbI 0003HAYEHHA.

B satoM nipumepe B opurnHanabHoii Bepcun ISCN 2020
umeetcs onevatka [S5]. [TpaBunbHast 3anuch pa3BepHYTOM
(bopMyJIbI KapHOTHUTIA:
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46,XX,dup(1)(pter-p31::p31-p34::p31—-qter) viu
46,XX,dup(1) (pter-p34::p31-p34::p34-pter)

B onucanuu ogHOTO M3 MPUMEPOB CAEIAHO AOTOJI-
HEeHUe:

46,XX,dup(1)(q25q22)

46,XX,dup(1)(pter~q25::q25-q22::q25~qter) unu

46,XX,dup(1)(pter—q22::q25-q22::q22—qter)

JlyrutMkanust CerMeHTa, pacrojIoKeHHOTO MEXK Iy 09H-
Jamu 1q22 u 125 B MHBEepTHPOBAHHON OPHEHTANMU OTHO-
cutesibHO pter u qter. ToJIbKO eTalbHASI CUCTEMA 3aITUCH
MO3BOJIIET TOYHO YKa3aTh JOKAIU3AIUIO TYTLTAIIMPOBAaH-
HOTO CeTMEeHTa.

IMonpaznen 9.2.9 «MHcepLmm».

Bo BcrynurenbHOM ab3aiie B OpUTMHAIBLHON BEepCUM
ISCN 2020 umeetcs onevarka [5]. BMecto «OpueHTa-
LIUST MTHCEPTUPOBAHHOTO CErMEHTA YKa3bIBAETCSI B ITOPSII-
Ke yepenoBaHusl 09HI0B B 9TOM CETMEHTE M0 OTHOIIEHUIO
K ILIEHTpOMEpPEe» CJIeAYeT MPaBUIbHO YnTaTh: «OpHeHTa-
LIWST MTHCEPTUPOBAHHOTO CErMEeHTA YKa3bIBAETCSI B ITOPSII-
Ke uepeoBaHUsI 03HIOB B 3TOM CETMEHTE OT pter K qter».

B nyHKTe, KacaroleMcst MHCEPIUiA B IIpeiesiax OqHOM
XPOMOCOMBI, U3BMEHEHBI JIBa IIpUMepa KOPOTKOM 3aImucu
M OIKMCAaHMSI KapUOTHIIA B COOTBETCTBUU C HOBBIMU ITPaBU-
JlaMU yKa3aHWsI TOYEK Pa3pbIBOB OTHOCUTEIBHO pter 1 gter.

Ctp. 71.

46,XX,ins(2)(p13¢31q21)

CerMeHT IJIMHHOTO ILIeYa, PacIOJ0XEHHbBIA MEeXITy
Ooonmamu 2q21 w1 2q13, nHcepTupoBaH B 65HI 2p13 KopoT-
Koro mieva. OpueHTalus MHCEPLUUPOBAHHOTO CerMeHTa
OTHOCHTEJIbHO pter u (ter MHBEPTHPOBAHA B HOBOIi MO3M-
uun, T.e. 0911 2q31 Tenepb pacnosiokKeH OJMKe K pter, 4eM
0917 2q21.

46,XX,ins(2)(p13¢21q31)

WMHceplus TOTO Xe cerMeHTa B TOT e O3HJ, 4TO
M B TIPEIbIIYIIEM IIpUMEpPe, 32 UCKJIIOYEHHEM TOTO, YTO
OpMeHTAaIMs 03HI0B BHYTPH CETMEHTa COXPaHEHa, T.e. 03H]
2q21 pacno.iokeH 0nKe K pter, uem 03H1 2q31.

B nyHKTe, MOCBAIIIEHHOM MHCEPLMSIM MEXIY IBYMSI
XPOMOCOMaMMU, TAKXKe M3MEHEHBI IIPUMEPhI KOPOTKOM 3aI-
CHU ¥ ONKMCAaHMSI K HUM B COOTBETCTBUY C HOBBIMU ITpaBUJIa-
MU yKa3aHMsI TOUeK pa3pbIBOB 1 HACJIENIOBAHNSI IIEPECTPOEK:

46,XX,ins(5;2)(p14;932q22)

CerMeHT IJIMHHOTO ILIeYa, pacIOJ0XKEHHbBIA MEeXITy
OooHaamMu 2q22 u 2q32, MHCEPTUPOBAH B KOPOTKOE IJIEUO
XpOMOCOMBI 5 B 09HI Spl4. OpuruHaabHasi OpUeHTaLUS
MHCEePTUPOBAHHOTO CErMeHTa OTHOCHTENBLHO pter u qter
HHBEPTHUPOBAHA B HOBOJ MO3MIMH, T.€. 03HI 2q32 pacnoJio-
JKeH 0JIKe K pter XpoMOCOMbI-PENUNUEHTa, 4eM 0911 2q22.
O0paTuTe BHUMaHKE, YTO XPOMOCOMAa-PELIMITUEHT YKa3bl-
BaeTCs MEPBOI.

Medical genetics 2023.Vol. 22. Issue 4

Ctp.72

46,XX,ins(5;2)(p14;q22q32)

Pa3ppiB 1 BoccoelMHeHHE MPOM3ONLIN B TeX Ke O9H-
JIaX, YTO U B IIPEIbIIYIIEM IIpUMEpPE, 3a HCKII0YEHHEM TO-
r0, 4T0 03HA 2q22 HAXOAUTCA OJIMXKe K pter XpoMoCOMbI-
penunuenTa, yem 0oH1 2q32.

46,XX,ins(5;2)(q31;p13p23)

WMHcepuus 6oHI0B p23-p13 13 XpOMOCOMBI 2 B 03HI,
5931 B MHBEPTHPOBAHHO# (00PATHOI) OPHEHTALIMN OTHOCH-
TEJIbHO pter XpOMOCOMBI-PeIMIHEHTA 5.

46,XX,der(5)ins(5;2)(q31;p23p13)dmat

46,X,der(X)ins(X;7)(p21;q922q21)

HepuBatHas XxpoMocoMa X BCISICTBUE MHCEPLIMU CET-
MeHTa 7q21-7q22 B 63HAXp21, npu 3T0oM 03HA 7q22 HAX0-
auTcs omke K Xpter, yem 09Ha 7q21. T1pucyTcTBYIOT ABE
HOPMaJIbHbIE XPOMOCOMBI 7.

B nonpasnene 9.2.10 «MuBepcun» ykazaHo, 4TO B CO-
OTBETCTBMM C HOBBIMU TTPaBUJIAMU KaK IIPU MePULICHTPHU -
YeCKMX, TaK U MPHU MapalleHTPUUYECKUX WHBEPCUSIX TIep-
BOIM YKa3bIBAIOT TOUYKY pa3phbiBa, PacIOJIOXKEHHYIO OJIMKe
K pter. I3MeHeHUs BHECEHBI B IIpUMED:

46,XX,inv(2)(p23p13)

ITapaneHTpryeckass MHBepCHsI, TIPH KOTOPOii TOYKH pa3-
PHIBOB M BOCCOEIMHEHHS PACIO/I0KEHbI B 09HAaX p23 u p13
XPOMOCOMBI 2.

B pazgen 9.2.11 «M30xpoMocoMbl» 100aBIEHO, UTO
M30XPOMOCOMBI 0003HAYAIOT B COOTBETCTBUU C UX MOP(HO-
Jorueit. OOBIYHO OHM SIBJISIIOTCSI PE3YIbTaTOM HEeTIPAaBUJIb-
HOTO PacXOXIeHUsI LIEHTPOMEPHI, B UTOTe XPOMOCOMa CO-
CTOUT U3 ABYX T€HETUYECKU UACHTUYHBIX TLJIeY.

CnenaHo no6aBjieHue B ONMKMCAaHUE OJHOTO U3 TIPH-
MEpOB.

46,X,i(X)(q10)

46,X.,i(X)(qter~q10::q10~qter)

OnHa HopMajibHast X-XpoMocoMa U U30XpoMocoma X
o JUIMHHOMY Tiieuy. KapuoTun sBisiercs HecOaiaHCHPO-
BaHHBIM, TAK KaK COJEPKHUT OIHY KONuI0 Xp M TPU Konuu Xq.

JlobGaByieH HOBBII MpUMep:

45,XX,-21,i(21)(q10)

M3oxpomocoma, cocTosImas U3 JJIMHHBIX ILI€Y XPOMOCO-
MbI 21, 3aMeHsieT HOpMAJIbHYIO XpoMocomy 21. JIpyras xpo-
Mocoma 21 notepsHa. Takum 00pa3oM, KADHOTHIT CONEPKHT
JIBe KONUH JUTMHHOTO IjIe4a XpoMocoMbl 21 B u3oxpomMocome
NpPH OTCYTCTBMM HOPMAJIbHOW KOIMH XpoMocombi 21

W3 nonpasnena uckiIrodeHa mocieaHsst ppasa oTHO-
cutesbHO Bepcuu 2016, OTHOCSIIASCS K ONMCAHUIO KOM-
IUIEKCHBIX M30XPOMOCOM.

B nonpasnene 9.2.15 «KonblieBbie XxpOMOCOMBI» B ITyH-
KTe, KacaroIleMcsl KOJIbLIEBBIX XPOMOCOM, IIPOUCXOISIINX
M3 OTHOI XPOMOCOMBI, M3MEHEH OJIMH ITPUMED KOJIbLIEBOI
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METHODOLOGICAL MATERIALS

XPOMOCOMBI C ITPOTSKEHHOIM Niesieliieid 1 100aBIeH HOBBII
MpUMep KOJIBLIEBOI XPOMOCOMBI C TOUYKOI pa3phiBa B T€P-
MMHaJIbHBIX pailoHaX.

Ctp.76

46,XX,r(7)(p15q31)

46, XX,r(7)(::p15—q31::)

KoJibueBass xpoMocomMa, B KOTOPOii TOYKH pPa3pbiBa
U BOCCOeInHeHus1 Haxoaarcs B 09ugax 7pl5 u 7q31. Cer-
MEHTbI, PACIIOJIOKEHHbIE TUCTAJIbHEE TOYEK Pa3pbIBOB, yTpa-
YeHbl.

46,XX,r(20)(p13q13.3)

46,XX,r(20)(::p13—q13.3::)

KoJibueBass xpoMocomMa, B KOTOPOii TOYKH pPa3pbiBa
M BOCCOEIMHEHUS Haxoaarcsa B 0sumax 20p13 u 20q13.3,
ObL1a HAEHTH(UIMPOBAHA NPH aHAIM3E C pa3penieHuem 550
09u10B. Hu B TOii, HU B IPYroii TOYKe pa3pbiBa HET BUANMON
yTPaThl XpOMOCOMHOIO MaTepraia.

B nonpazaene 9.2.17.1 «PeLumnpokHbIe TpaHCI0KAILUU»
TEKCT pacIlIMpeH ¢ ToSICHEHWEM TepMUHOJI0ruu: «CUMBOJI
t MCTIOJIB3YIOT ISl 0003HAYEHUSI TPAHCIOKAIIMK, KOTOpast
npeacTapiseT codboli 0OMeH TepMUHATbHBIMU CETMEHTa-
MM XpoMocoM. B cityyae cbanaHcMpoBaHHOM TpaHCIIOKa-
LIMY HET OYEBUIHOI'O YBEJIMYEHMSI MIIA TTIOTePU TeHeTHYe-
CKOTO MaTepuaia».

B nonpasnene 9.2.17.3 «PobepTcoHOBCKME TpaHCIOKA-
LIMM» YKA3aHO, YTO, HECMOTPS Ha BO3MOXHOCTh UCIIOJIb30-
BaHUs KakK CUMBOJIa rob, Tak U cMMBoJIa der, IpearnoYT-
TEJIBHBIM SIBJISICTCSI MICITOJIb30BaHUe cuMBoJIa der. CUMBOJI
rob HMKOTIIa HEe UCITOIB3YIOT JUISI ONMCAHUST TPUOOPETeH-
HBIX (de'hovo) epecTpoek Takoro poaa. M3 mprBeaeHHBIX
MPUMEPOB UCKIIIOUeHa (hopMa 3aIlliCcH C MUCIIOJIb30BaHM -
€M CHMBoJIa rob.

J1J1s1 OTHOTO M3 MPUMEPOB HECKOJBKO U3MEHEHO OITH -
caHMue.

Ctp. 82

46,XX,+13,der(13;21)(q10;q10)

JlepuBaTHasi XpOMOCOMAa COCTOUT U3 JUIMHHOTO ILjieYa
XpOMOCOMBI 13 1 IIMHHOTO I1eva kpoMocoMEbl 21, oHa 3a-
MEHSIET OIHY XpoMocoMy 13 1 onHy xpoMocomy 21. B ka-
PUOTHIIE IBe HOPMAJIbHbIE XPOMOCOMBI 13, 01HA HOpMaJIbHAS
xpomocoma 21 u der(13;21). YBennueHre XpoOMOCOMHOTO
Martepuayia 0003HaueHO «+13». Takum o0pa3om, aucoaianc
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CBSI3aH C YTPATOi KOPOTKOTO IIeua XpomMocombl 21 u Tpuco-
MHeii 110 TMHHOMY ILTedy XpoMocombl 13.

asa 10 «Pa3pbiBbl XpOMOCOM»

B pasgene 10.2 «XpoMocoMHBIE abeppalluni» JaHO
YTOUHEHUE TePMHUHA «XpPOMOTpPHUTIICHUC» (cth), ommchiBa-
FOIIETO KOMIUICKCHBIC M3MEHECHMS YMC/Ia KO yJacT-
koB JIHK (yepemyrommxcst ¢ yqacTKaMH TUCOMUM M TIO-
TepPU TeTePO3UTOTHOCTH) Ha IIPOTSKEHUHU BCEil XpOMOCO-
MBI WJIA XPOMOCOMHOTO CETMEHTA.

3aKknuyeHne

BHenpeHve TeXHOJIOTHIA TTOJITHOTEHOMHOTO MCCIIEN0-
BaHUsI, KOMIUIEKCHOCTD TOAX0Ja B TUarHOCTUKE XPOMO-
COMHBIX 00JIe3HEl ¢ UCIOJIb30BAHMEM PA3JIMUYHBIX MOJIE-
KYJISIpHO- (ITUTO)TeHETMUECKMX TTOIXOIOB TUKTYIOT HOBBIE
npaswia 3anucu pe3ynbratoB CLII'M kak omHOro U3 1uTo-
reHOMHBIX METOIOB MCCienoBaHus [6]. B nanHHOM 0030pe
OTpakeHbl U3BMEHEHMS B eCTBYIONIEH Bepcur MexayHa-
POIHOI CHCTEMBI IIMTOT€eHOMHOW HOMEHKJIATyphI YeI0BeKa
(ISCN 2020), otHOcuTenbHO npeabiayiieit Bepcuu (ISCN
2016), n3m0KeHBI OCHOBHBIC U HAaUbOJIee CYIIeCTBEHHBIE
W3MEHEHUSI U TOTIOJIHEHUSI, OTHOCSIIMECS K 3alTCH pe-
3ynbTatoB CLIT'U mpy KOHCTUTYTUBHBIX CTPYKTYPHBIX XPO-
MOCOMHBIX aHOMAJIUSIX, HanboJIee YaCTO BCTPEYAIOIIINXCS
B IIPaKTUKe KJIMHUIECKOTO ITMTOreHeTnKa. JlaHHbIit 0030p
MOXeET TaKKe OBITh ITOJIe3¢H U IPYTUM CIIeIIMaICTaM, pa-
0oTaoNIMM B 00JIACTU METUITUHCKOUN TeHETUKM.
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