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B HacTOsIed WHCTPYKIHMHM TIO TNPUMEHEHUWIO (J1ajee — WHCTPYKITUS)
U3JI0’KEH METO]T MOJICKYJISIPHO-ITUTOTEHETHIECKOM JTArHOCTHKHU
CHUHJIPOMAJIHBIX (OPM TE€HOMHBIX 3a00JIEBaHWUN 4YEJIOBEKa, WCIIOJIh30BaHUE
KOTOPOTO IIO3BOJIUT TMOBBICUTH 3(PGHEKTUBHOCTh JAUArHOCTHUKH 3a00JICBAHUM,
0OYCIIOBJICHHBIX MUKPOTIEPECTPOHKAMHU XPOMOCOM.

OobsnacTh NpUMeEHeHust
NHcTpykuusa  npeaHasHadeHa Uil Bpavyel-TEHETUKOB,  Bpadeu
7a00paTOPHON THArHOCTHKH, Bpayel-HEBPOJIOTOB, Bpadyel-nieAMaTPOB, Bpadei
0O0111eH MPAKTUKHU.

IHoka3aHus K NPUMEHEHH IO
Hanuune BpokaeHHOro 3a00JeBaHusl, MNPOSBISAIONIETOCS KOMILIEKCOM
INPU3HAKOB (HECKOJIBKO U3 MEPEUUCICHHBIX):
YMCTBEHHAs OTCTaJIOCTh,
oOlLMe paccTpOMCTBA MCUXOJIOTHYECKOTO PA3BUTHS;
pPaccTpOMCTBO Pa3BUTHUS PEUU U SI3bIKa HEYTOUHECHHBIE;
OMOLIMOHAJIBHBIE ~ PAacCCTPOMCTBAMU M PACCTPOMCTBAMHM  MOBEICHUS,
HA4YMHAIOIIHUECS OOBIYHO B IETCKOM U MOJAPOCTKOBOM BO3PACTE;
BPOXKICHHBIE  AaHOMAJIUK  (MOPOKU  pPa3BUTHSI)  HEPBHOM  CUCTEMBIL;
MUKpouedanus, Ipyrue BpoKI€HHbIE aHOMaJIMU MO3ra,
CyJOpPOTr HEYyTOYHEHHOW 3THUOJIOTUH;
aTakcHsi HEyTOUHEHHasl.

IIpoTuBONMOKa3aHKMs K NPUMEHEHUIO OTCYTCTBYIOT.

KPUTEPUMU BBIAEJEHUS I'PYIIII PUCKA

Bpau cneuuanuct npu HaJIMYMM BBIICYKA3aHHBIX MOKA3aHUN HAMPaBIISIET
MalMeHTa K Bpauy-T€HETHKY. Bpau-reHeTuk mo pe3yjbTraTaM KIMHUYECKOTO
OCMOTpa M CHHJIPOMOJIOTUYECKOTO aHaJIn3a BBIOMPAET CXeMy JabOpaTOpHOIO
oOclietoBaHus MpoOaH a U CEMbH.

Cunopomvi, 00ycnogienHvle UHMEPCMUYUATLHBIMU — MUKDPOOETeYUsIMU
(ancopumm Nel)

Muxkpoaeneuuss 15q11.2q13 (cuHapoM AHreJabMaHa): BBIPAXKCHHAS
3a7ep>KKa MOTOPHOTO Pa3BUTHS, BBIPAKECHHAS 3aJE€PKKA IICUXHYECKOTO
pPa3BUTHSI/yMCTBEHHAs OTCTaJIOCTb, OTCYTCTBUE peYn/MUHUMAIIbHBIN
CJIOBapHBII 3amac, MUKpoLedanus, IBUTaTEJIbHbIE  PAcCTPOMCTBA
(aTakcuyeckas MOXOJKAa, TPEMOpP KOHEYHOCTEH, MPEpPBHIBUCTHIC JIBHXKCHHUS),
XapakTepHoe  ToBeAeHHE  (IPUCTYNbl  HEMOTUBUPOBAHHOTO  CMeEXa),
CYIOPOKHBIN CUHJIPOM, XapaKTEPHbIE aHOMAJIUK Ha JIEKTpOIHIEDaiorpamme.

Muxkpoaeseuuss 17pl11.2 (cumgpom Cmur-MareHuc): 3aaepikka
MCUXUYECKOTO  Pa3BUTHUSI/YMCTBEHHAsT OTCTAIOCTh, 3aJIEpKKa  PEUYEBOIO



pa3BUTH, XapaKTepHbIE JIALIEBBIE aucMopduu, HU3KOPOCJIOCTb,
reHepaIn30BaHHAs MBIIICYHAs THUIIOTOHUS, PACCTPOMCTBA MOBEAEHHUS (B TOM
YUCJIE arpeccusi U ayToarpeccHisi), Hapyll€HUE CHAa, TYrOyXOCTb, aHOMAaJuu
OMOPHO-/IBUTATENBLHOTO anmnapara (KOpOTKUE MIUPOKUE KUCTHU, OpaxuIaKTHIIHS,
BBIITYKJIBIC MTOYIICYKHU MAJIbIIEB), TOPOKU Pa3BUTHUS 3yOOB.

Cunopomvl,  00yclo81eHHble — CYOMENIOMEPHbIMU — MUKPOOeleyUusmu
(aneopumm No2)

Muxkpoaeaeuuss 1p36 (cunapom monHocommuu 1p36): 3anepxkka
MICUXUYECKOTO PAa3BUTHSI/YMCTBEHHAss OTCTaJOCTh, BBIPAKEHHAs 3ajiepKKa
pEUYEeBOTO pa3BUTHS, MUKpoledains, XapakTepHbIC JHIEBbIE TUCMOPOUH,
aHOMAQJIUM PA3BUTHUSI TOJOBHOTO MO3Ta, CYIOPOXKHBIM CHHIPOM, AHOMAJIHH
CEPJCUHO-COCYUCTOM cucTeMbl (B T.4. KapJAHMOMHUONATHs), aHOMAJuU
3PUTENBHOTO aHAIM3ATOPa, TYTOYXOCTb.

Muxkpoaeaeuuss 4p16.3 (cunapom Bouabga-XupumxopHa): TsOKEIbIe
npe- W MOCTHATaJIbHOE OTCTaBaHWE (PU3UYECKOTO Pa3BUTHSA, 3aJI€PKKaA TCUXO-
MOTOPHOTO  pa3BUTHA, BBIPAXEHHAs  3aJEpKKa PEYeBOTO  Pa3BUTHS,
MUKpoledanus, xapakTepHble JUIEBbIe AUCMOp(um, paciieianHa ryosl 1 Heba,
CYJIOPOKHBIN CHHAPOM, aHOMAJINH 3pPUTEIHLHOTO aHAIN3aTOPa, MHOKECTBCHHBIC
BIIP (4ame cepaiia 1 mo4ek), aHOMajanuu MOJIOBON CUCTEMBI.

Muxkpoaeaeuusi 17p13.3 (cunapom Musuiepa-/{ukepa): mukporedanus,
BBIpOKCHHAS 3aJiepKKa (HU3NYECKOT0 H  IICHXO-MOTOPHOTO  Pa3BUTHS,
muccaHnedanus | Tuma (kjgaccuyeckas), JApyrue€ aHOMalIUM  Pa3BUTHUSA
TOJIOBHOTO MO3Ta, XapaKTePHbIE JTUIEBbIC TUCMOPDHH.

AJITOPUTMBbI INATHOCTUKMU nipencrapiieHbl Ha pucyHkax 1 u 2.

Ycnosnvie 0o6o3nauenus k cxemam ancopummos:
KXO — kputnueckasi XpoMOCcOMHasi 00J1acThb,
LS| — nokyccnienuduueckas JJHK-mpooba,
TEL — cyorenomepnas JIHK-npo6a,
P — KOPOTKOE IJIEY0 XPOMOCOMBI, (| — IITUHHOE TUIEY0 XPOMOCOMBI,
MIIN — MOneKynsIpHO-UUTOTEHETUYECKOE UCCIENOBAHUE,
inh — (anrn. inherited) ynacnenosannas gopma,
dn — (de novo) criopaguueckas dhopma,
FISH — (aumrn. fluorescent in situ hybridization) dayopecuentroit in situ
TUOpUIN3ALIHS.

JlomosiHUTE ILHBIE Hccaea0BaHus (K aaropurmy Nel)

1. B cinyuyae oOHapyXeHUsI B KapUOTHUIIE PELUNPOKHOW TPaHCIOKAIUU U
Haauyuy curHaina ucnosibzyemor JIHK-mipoObl Ha ogHOM W3 JAepUBAaTUBHBIX
XpoMOcOoM  (MCKJIIOYeHa  yTpaTa TECTHUPyeMOHl  0o0JacTH)  NPUYUHOM
BO3HUKHOBEHHSI XAPAKTECPHBIX KIMHUYECKUX IPU3HAKOB y MALUECHTA MOXKET



OBITh «pa3peiB» oxHoro u3 reHoB B mnpegenax KXO. TectupoBanue Taxoi
aHOMaJMU TpeOyeT NPHUMEHEHUs CIHEUUaTbHBIX MOJEKYJISIPHO-TE€HETUYECKUX
METO/0B.

JlonoJTHUTEe IbHbIE HCCIe0BaHudA (K aaropurmy Ne2)

1. IIpn HanMuUM y manueHTa SApKO BBIPAKEHHOW KIMHUYECKOW KapTUHBI,
XapakTEpHOW ISl CHHIPOMa MOHOCOMUM 1p36, 1 OTCYTCTBUM JEIELNH JIOKYCa,
BXOJsIET0 B cocrtaB  ucnosb3oBaHHOM — JIHK-mpoOwl, mpoBoautcs
nonoNHUTENbHBIM aHamn3 FISH ¢ npumeHeHnem apyrod Imo JIOKJIA3aLHAU
JIHK-ipo0b1 Ha xpoMocoMHY0 00acTh 1p36.

2. Ilpu oTcyTcTBHM B KapuwoTune npodanga mukpozeneruu 15q11.2013
nabopaTtopHasi IMarHOCTHUKA JTOJKHA ObITh MPOAOHKEHA C LENbI0 UCKIIOYECHHUS
OPYTUX TEHETHYECKUX IMPHUYMH BO3HUKHOBEHHUS CHHIpoMa AHrelbMaHa:
OJTHOPOJIUTEIBCKON IUCOMHUM XpoMocoMbl 15, mMyramuu B reHe UBE3A,
MyTalll¥ B UEHTPE UMIIPUHTUHTA, CIIOHTAHHOTO HAPYIIEHUS METHIIMPOBAHUSL.

3. B ciyuae ob6HapyxeHus no pesyibraram anaiauza FISH B kapuoture
poautenss cOATaHCUPOBAHHOM CTPYKTYPHON HEPECTPOMKH JIOMOJHUTEIBHO
IIPOBOAUTCA CTAHAAPTHOE LIUTOTCHETUYECKOE UCCIIEIOBAHNE KaPUOTHIIA.

ITPOBAH

!

CrannaprHoe nuroreneradeckoe (GTG-banding) meenexoBanne KapHoTHIIA TPOOAHIA

! ! !

HopmanpHbIH KapHOTHIT: CTpykTypHasA mepecTpoika: CrpykTypHasa mepecTpotka:
46. XX nm 46. XY MHTEPCTULHAIBHAA ACTCIIHA cOaTaHCHPOBAaHHAA TPAHCIOKALHA
delN)(p/q...p/q...) tN:D)(p/q...:p/q...)

MIIH (FISH) xapuotuna npodanza (LSI JJHK-npoba #a KXO B cermenTe Np/q...)

! ! !

Obnapyxena nerenua KXO

U U U

CuHIpOM ... B pe3yasTaTe CuHApOM ... B pesyasraTe
HHTEPCTHIHATBHOM AeTenny, dn YTpaThl XpOMOCOMHOTO MaTepHaia KXO,
BO3HHUKIIICH IIPH 00pa3OBaHHH
PELHIIPOKHOHN TPaHCIOKAIIHH

e

CTaHapTHOE HHTOreHeTHIECKOe
(GTG-banding) uccnenosanue
KapHOTHIIOB POIUTEICH

IIpumeuanue — N — Homep TecTupyemoit xpomocomsl: 15 wim 17; D — Homep xpoMocoMBI
YYaCTHHKA B PELUIIPOKHON TPAHCIOKALUH.

Pucynok 1 — Anroputm Nel AmarHOCTMKM MHTEPCTULIHATBHBIX MUKPOICICINI



|  mrosaHR |

7
CranaaptHoe naroreneradeckoe (GTG-banding) HecsrenoBanHe KapHOTHIIA TPOOAHAA |
v ] ]
HopMaTbHBIH KapHOTHI: CTpyKTypHai IepecTpoHKa: CTpyKTypHAaA HEPECTPOHKA:

46. XX nu 46.XY

!

ngerenua del(N)(p...)

I MITH (FISH) xapuotuna npodanna (LSI IHK-npoba #a KXO) I
\

Oobnapyxena gerenua KXO

JOTNOIHHUTEIbHBIH XPOMOCOMHBIH
matepuanadd(N)(p...)

Cramlaprnoe OHTOIreHeTHYECROE

I JTHATHO3 | (GTG-banding) mecienosanne
& KapHOTHIIOB POTUTEICH
MITH (FISH) xapuoTtumna mpodasia
CuHIpOM ... , . 5 —
B pes e (TEL JHK-npoba #a Np) AHOMATIHH He
¥ o \; V OOHapyxeHa aHOMATbHAA OOHAPYKEHO
HHTCPCTHIHA.TEHOH Temomepa Np Teaomepa Np sttt ¥
e She s - xpomocoma N:add(N)(p...)
. \l/ i MITH (FISH)
v KapHOTHIIA IPOOaHIa
Cunzpom ... AHoMaIHH He MITH (FISH) xapHoTHIOB poauTeTeH T4 YCTAHOB IeHHA IPHPOEL
B pe3yIbIaTe 0DHAPYIKECHO (TEL JHK-npoba xa Np uiu JIOTIOJIHHATEIBHOTO
I-PMEHaTN R LSIIHK npoba rna KXO) XPOMOCOMHOTO MaTepHaTa
IJeaenud, dn
o ~ inh OO0OHapyxeHa HHBEPCHA DO — o
XpoMocoMHBIH aucdaTaHc: Py? P JlomOIHUTEIBHBIH
- < o
YacTHYHAA MOHOCOMHA Np..., as MEPULCHTPHIECKaT XPOMOCOMBI N [< XPOMOCOMHBIH MaTepHasl
JacTH4YHaA TpHcoMua Nq OpHHALTEKHT Nq
da JlonoIHUTEIbHBIH
XpoMOCOMHBIH AHCOATAHC: XPOMOCOMHBIH MaTepHal
gacTHuHaA MOHOCOMHA Np..., | inh ObHapysxeHa L TIPHHAUTEKUT
< &
yacTHuHaA TpucoMua Dp/qg... PELMIIPOKHAA TPAHCTOKALIHA IPYIOH XpoMocoMe

inh

CrannaprHoe nuroreneragecroe (GTG-banding) nccmenopanne u
MITH (FISH) 1717 yCcTaHOBIACHHA IPHPOIEI BTOPOH XPOMOCOMBI YIaCTHHKA

[Tpumeuanue — N — Homep TecTupyemoil xpomocomsbl: 1 nnu 4 wu 17; D — HoMep XpoMOCOMBI y4aCTHHKA B PELUITPOKHON TPAaHCIOKALINH.
Pucynoxk 2 — Anroputm No2 nMarHOCTUKH CyOTEIOMEPHBIX MUKPOAETIEUN
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OIIMCAHUE METOAOB UCCJIEAOBAHUA

CranaapTHoe HUTOreHeTHYECKOE HCCIeA0BaHUe

Huddepenmmansuas (GTG-banding) okpacka xpomocom; aHamm3
BBITIOJIHAETCS NpU ypoBHE paspemeHus 550-650 cerMeHTOB Ha TarulOWIHBIN
Habop.

MoJsekyasipHO-IIUTOTreHeTHYeCKOe ncciaenoBanue (meron FISH)

buonoeuueckuii mamepuan ons uccinedosanus. Vcnonb3yroTcs KIETKU
IUM(OUUTOB NEpUPEepUIECKOl KPOBH, OyKKaIBHOTO 3nuTenus, Gpuopo01acTos
KOKH, BOPCUH XOPHUOHA, aMHUOTHUYECKOM JKUJIKOCTH.

IIposeoenue FISH. IlpuroroBneHue mpenapaToB XpOMOCOM, TEXHOJIOTHUS
nposeaeHuss FISH ocymecTBiasioTcsT B COOTBETCTBUM C  HHCTPYKLIHUEH
MunucrepctBa 3apaBooxpanenus Pecrmyonuku bemapycr Ne 118-1109 ot
12.02.2010.

Xapaxmepucmuka noxyccneyuguueckux JHK-npob, ucnonvzyemvix 0/
Mecmupo8anus HAAUYUSL/YMPamvl KPUMU4ecKou XpoMOCOMHOU 001acmu.

Ip36: nmomxHa wumerp B coctaBe JIHK-kinoHbl, 0OKanuM30oBaHHBIE B
npenenax cermenra 1p36.33,

4p16.3: noxHa umethb B coctase rensl WHSC2 u WHSC1,

15q11.2q13: pekomenayercs Hanmmare B coctaBe reHa UBE3A,

17p13.3: nomxHa umeTh B coctaBe red PAFAH1B1 (LIS1),

17p11.2: nomxHa umeTh B coctaBe reH RAIL.

s onpenenenust NpupoAbl TOMOTHUTEILHOIO XPOMOCOMHOTO MaTepuania,
BBISIBICHHOTO B Ipollecce AuarHoctuku, ananu3 FISH BemonHsgerca ¢
UCIOJIb30BAHUEM HEOOXOJUMBIX B KOHKPETHOM ciydae (HIyopecUeHTHBIX
JTHK-1po6.

Ananus u oyemka pesyrbmamos ubpuousayuu. AHAIN3 CHUTHAJIOB Ha
MeTada3zHbIX XPOMOCOMAax BKJIIOYaeT mpocMoTp He MmeHee 10 mertadas mpu
OTCYTCTBMU MoO3aulu3Ma. JlJisi yTOYHEHHs] MO3auyHOI'0 CTaryca KapuoTUIa
nmpocMaTpuBaioT  gomoisHuTensHO 10 wMetadas. AHaiIM3 CUTHAJIOB Ha
uHTEep(Pa3HbIX AIpax BKIKOYAET MPOCMOTP HE MeHee 25 kieTok. s yrouneHus
MO3al4YHOT0 cTaTyca kapuoTuna npocmarpusatoT 200 untepdas u doee.

WHTEPIPETALMS PE3YJILTATA MOJIEKYJISIPHO-
LUTOTEHETUYECKOI'O UCCJAEJOBAHMSA (FISH)

KapuoTtnn mamueHtra, WCCIEAOBAHHBIM C TMOMOIIBIO MOJIEKYISPHO-
nuToreHetuueckoro Meroga FISH, 3amuceiBaroT coryiacHO  mpaBujiam
MesxkIyHapoaHOW CHCTEMbI HOMEHKIIATYphl XpoMocoM uenoBeka (Shaffer L.G.
et al. An international system for human cytogenetic nomenclature (ISCN
2013), recommendations of the international standing committee on human
cytogenetic nomenclature).



B 3amucu  Qopmynbl  3arnaBHBIMH - OyKBaMHM — yKa3bIBaeTCS  BHJ
uCroiab30BaHHOW it auarHoctuku JIHK-mpoObl: Ha3zBaHue KIJIOHA WIH
Ha3BaHue Jiokyca (corinacHo Genome Database) win HazBaHue reHa (COrjiacHO
HUGO-approved nomenclature). B cinydae nammuus B coctaBe JIHK-mpoOsI
HECKOJIbKUX JIOKYCOB, TM00 ucmoab3oBanus AByx u 6onee JIHK-npo6 HazBauus
TECTUPYEMBIX JIOKYCOB yYKa3bIBAIOTCS uepe3 3amaTyro 0e3 npoodenoB. Ha3BaHnue
KOHTPOJILHOTO JIOKYca B (hOpMYyJie HE IIPOIMCHIBACTCS.

Ilpumep 1. 3anucey pezynomama ananuza FISH 6e3 npeosapumenvrozo
CMAHOAPMHO20 YUMO2EHEMUYECKO20 UCCIe008AHUS.

ish 17p13.3(LIS1x2)
Wurepnperanus: nokyc LISl (xpomocomHas obnacte cunapoma Musiepa-
Jlukepa) MpUCYTCTBYET Ha 00€MX TOMOJIOTMUHBIX XpoMocoMax 17.

ish del(17)(p13.3p13.3)(LIS1-)
Wurtepnperamus: nokyc LIS1 (xpomocomuasi oGnacts cuHapoma Musiepa-
Jlukepa) OTCyTCTBYET Ha OJTHOM M3 TOMOJIOTHYHBIX XpOMOcoM 17, oOHapyxkeHa
MHUKPOJIEJIEIUS TECTUPpYEMOro cermenTa pl3.3.

Ilpumep 2. 3anucv peszyromama awnanuza FISH ¢ npedsapumenvrvim
CMAHOAPMHBLIM YUMO2EHEeMUYECKUM UCCTe008AHUEM.

46,XX.ish 15911.2(UBE3AX2)
Hurepnperarus: mokyc UBE3A (xpomocomuas obmacts cunnpomoB Ilpaaepa-
Bunnu/AHreiaprmana) mpuCcyTCTBYET Ha 00X TOMOJIOTHYHBIX XpoMocoMax 15.
46,XX.ish del(15)(q11.2911.2)(UBE3A-)
Wurepnperanus: gokyc UBE3A (xpomocomuas obnacte cunapomos Ilpanepa-
Buninu/AHreiabsmana) OTCYTCTBYET Ha OJJHOM M3 TOMOJIOTMYHBIX XpOMOCOM 15,

06Hapy>1<eHa HHTCPCTHLMAJIbHAA MHUKpPOACICHUA TCCTHUPYEMOI'O CCIMCHTA
gl1.2.

46,XX.ish del(15)(g11.2912)(UBE3A-,GABRB3-)
Unrepnperamus: nokycsl UBE3A uw GABRB3 (xpomocomuas o001acTh
cungpomoB Ilpanepa-Bunnu/AHrenbmana) OTCYTCTBYIOT Ha OJIHOM U3
TOMOJIOTHYHBIX XpOMOCOM 15, oOHapykeHa HHTEPCTUITHATbHAS MUKPOICIICIIHSI
TeCTUpyeMbIX cerMeHToB (11.2012.

46,XX.ish del(15)(gq11.2911.2)(UBE3A—,GABRB3+)
WNurepnperamust: nokyc UBE3A orcyTcTByeT Ha OJHOM W3 TOMOJOTHYHBIX
xpomocom 15, nokyc GABRB3 mpucyTcTByeT Ha 00€MX TOMOJIOTHYHBIX
xpoMocoMax 15. YcraHOBIEHA MHTEpPCTULMATIbHAA MHUKPOJEICIUS CErMEHTa
gl1.2: 4dacTtuuHas genenuss XPOMOCOMHOM oOjactu cuHapomoB Ilpaaepa-
Bunnu/Axrensmana.

46,XX,del(15)(q11.2g13).ish del(15)(q11.2912)(UBE3A—,GABRB3-)



WuTepniperanusi: [UTOTCHETHUYECKH YCTAHOBJICHHAs JEJICUS CETMEHTOB
q11.2q13 wuccmenoBana c¢ momomibio ish. OOHapykeHa pAenenus JOKYCOB
UBE3A u GABRB3, n0kann30BaHHBIX B XPOMOCOMHOW 00JIacTH CHUHAPOMOB
[Ipanepa-Buinu/Anrensmana.

46,XY.ish del(4)(p16.3)(GS10K2/T7—WHSC1-,WHSC2-)
Wnatepnperarus: jgokyc GS10K2/T7 (4p TenoMepHBI pPEruoH) U JIOKYCHI
WHSC1, WHSC2 (xpomocomHasi o6nacte cunapoma Boibda-XupmxopHa)
OTCYTCTBYIOT Ha OJIHOH W3 TOMOJOTHYHBIX XpoMocoMm 4, o0OHapykeHa
TEpMHUHAJIbHAS MUKPOJEIIEIUs TECTUPYEMOro cerMmenTa pP16.3.

46,XY'.ish del(4)(p16.3p16.3)(GS10K2/T7+WHSC1-,WHSC2-)
Wutepnperarus: nokyc GS10K2/T7 (4p TenomMepHBI PErHOH) MPHCYTCTBYET
Ha 00eux TroMojoru4yHeix xpomocomax 4, nokycet WHSC1 u WHSC2
(xpomocoMHast o0jacTh cuHApoMa Bonbda-XupiixopHa) OCYTCTBYIOT Ha
OJIHOM M3 TOMOJIOTUYHBIX XpoMocoM 4, oOHapyXeHa HHTEPCTUIIMATIbHAS
MUKPOJIEICIHs TECTUPYyeMoro cermenTta pl6.3.

46,XX.ish 1(2;17)(q37;p13.3)(282M15/SP6+,L1S1+,D25447—2QTELA47—;
D2S447+,2QTEL47+,282M15/SP6—,L1S1-)
WuTepniperanusi: oOHapyXeHa KPUNTHUECKAsl PEIUNPOKHAS TPaHCIOKAIUs
Mexay xpomocomamu 2 u 17. Ha nepuBaTtuBHOM XpomocoMme 17 OTCyTCTBYET
nokyc 282M15/SP6 (17p TemomepHsiii pervoH) u Jokyc LIS1 (xpomocomuast
obnacte cuHApoMa Munepa-Jlukepa), MPUCYTCTBYIOT JOKychl D2S447 wu
2QTEL47 (29 TenomepHbiii peruoH). Ha nepuBatuBHON Xpomocome 2
OTCYTCTBYIOT JIOKychl D2S447 wu 2QTEL47, npucyTCTBYIOT JIOKYCHI
282M15/SP6 u LIS1.

46,XX.ish der(17)t(2;17)(q37;p13.3)mat(D2S447+,2QTELA47+,
282M15/SP6—,LIS1-)
NuTepnperanusa: Ha aHOMalbHOW XpoMocome 17 OTCyTCTBYeT JIOKyC
282M15/SP6 (17p tenomepHslii peruoH) u jokyc LIS1 (xpomocomHuast o6macthb
curapoma Mwiepa-Jlukepa), mpucyTcTByIoT JoKychl D25447 n 2QTEL47 (29
TEJIOMEPHBIN PETHOH. XPOMOCOMA SIBJISICTCSl IEPUBATUBHOM, YHACIEAOBAHA OT
MaTePHU-HOCUTEIILHUIIBI PEIUITPOKHOM TpaHcokamuu t(2;17).

46,XY.ish inv(4)(p36)(D452930+,GS10K2/T7—,WHSC1-WHSC2-)
(935)(GS10K2/T7+WHSC1+WHSC2+,D452930-)
WuTtepnperamnus: oOHapyXeHa KPUNTHYCCKAs MEPUIICHTPUUYECKAsT HWHBEPCHS
xpomocoMbl 4. Ha p-tutede mpucyrcrByet siokyc D4S2930 (4Q TemomepHbIi
peruoH), orcyTcTBYIOT JoKyc GS10K2/T7 (4p TenmoMepHBIH PErMoH) B JTOKYCHI
WHSC1, WHSC2 (xpomocomMHuas obnacthk cuaapoMa Bonbda-XupmixopHa), Ha
g-tutede mpucyTcTBYOT Jokycel GS10K2/T7, WHSC1, WHSC2, otrcyrcTByer
nokyc D452930.

46,XY.ish  rec(4)dup(4q)inv(4)(p36)(D452930+,GS10K2/T7—WHSC1—,
WHSC2-)(g35)(D452930+)pat



WuTepniperanus: Ha p-1uiede aHOMAJIBHONW XPOMOCOMBI 4 OTCYTCTBYIOT JIOKYC
GS10K2/T7 (4p Tenomepusiii peruon) wu Jjokycet WHSC1l, WHSC2
(xpoMocoMHast 06acTh cunapoma Bonbha-XupuixopHa), IpUCYTCTBYET JIOKYC
D4S2930 (49 TenoMepHBIM pErHOH), Ha (-TUIeYe MPHUCYTCTBYET JIOKYC
D452930. Xpomocoma sIBIS€TCS PEKOMOWHAHTHOW, yHACJIEeIOBaHA OT OTIA-
HOCHTEJIS IIepULieHTprUecKkoi nuBepcun inv(4)(p36q35).

3AK/IIOYEHHUE 11O PE3YJIBTATAM JUATHOCTUKHA

Y CTaHOBJIEHHBIM TUIl XPOMOCOMHOM aHOMAJIMU, KOTOpAasi IIpUBENa K yTpare
KXO, sBasercs ocHOBOH A1 (POPMYIHPOBKHU AMArHO3a BPAUYOM CHELHATUCTOM.

1. Tlpu oOHapyXeHHH B KApUOTHUIIE MALKUEHTA HHTEPCTULMAIBHOW WIIN
TEPMUHAIIBHON MUKPOJIEICLIUU KXO YCTaHAaBJIMUBAETCS JIIAAarHo3
COOTBETCTBYIOLIETO CUHAPOMA.

Ilpumep 1. J[na cunOpomos, 0OVCI06IEHHbIX UHMEPCMUYUATLHBIMU
oeneyusamu.

46,XX,del(17)(p11.2p11.2)
Juarnos: cungpom Cmut-Marenuc, crnopaauueckas Qopma B pe3yJibTare
uHTepcrumanbHoi Mukpoaenennu (MKb10 Q93.8).

46,XY,del(15)(g11.2911.2)
Jlnarno3: cuHIpOM AHTelIbMaHa, crHopaandeckas ¢dopMa B pe3yibTare
uHTepcrurinanbHoi Mmukpoaenenuu (MKb10 Q93.8).

Ilpumep 2. J[na cunopomos, 00yCI06IEHHbIX UHMEPCMUYUATLHBIMU UTU
MePMUHANbHBIMU OeleYUsMU.

46,XX,del(1)(p36) wm 46,XX,del(1)(p36p36)
Jlnarnos: cuHapomM MoHocomuu 1p36, crmopamuyeckas (Gopma B pe3yibTare
TepMUHANBHOU (MM MHTEepcTUlIMaNbHOM) Mukpoaenennu (MKB10 Q93.8).

46,XY,del(4)(p16.3) wiu 46,XY ,del(4)(p16.3p16.3)
Juarnos: cunapom Boinbda-XupiixopHa, ciopaauueckas Gopma B pe3yJibTare
TepMUHAILHON (M1 UHTEepcTULInabHOM) Mukpoaenennn (MKB10 Q93.3).

46,XX,del(17)(p13.3) mmm 46,XX,del(17)(p13.3p13.3)
Jlnarno3: cunapoMm Mumnepa-/lukepa, cnopaauueckas (opma B pe3ysbTaTe
TepMUHANIBHOU (MM MHTEepCcTUlIMaNbHOM) Mukpoaenennu (MKB10 Q93.8).

2. [Tpu 00OHapy>KEHUU B KapUOTHUIIE nalueHTa
JNEPUBATUBHOU/PEKOMOMHAHTHOM XPOMOCOMBI C MOHOCOMHEW TeCTHpyeMOM
KXO ycranaBiamBaercs aUarHo3 «XpoMOCOMHasi 00Je3Hb: pacimu@poBka
xpomocomHuoro aucbanancay (MKB10 Q99.8 mis Bcex citydae).
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Ilpumep 1. Ilpu  namuuuu  coomeemcmeyrowjer  peyunpoKHou
MPAHCIOKAYUU/NEPUYEHMPULECKOU UHBEPCUU 8 KAPUOMUNE POOUNEIISL.

46,XX,der(17)t(2;17)(q37;p13.3)mat
Jnarno3: XpomocoMHas Oo0je3Hb, yHacjieaoBaHHas (opma: YacTUUHAs
MoHocomusi 17p13.3 (cunapom Munnepa-/lukepa), yactuunasi Tpucomus 2q37

(MKB10 Q99.8).

46,XY ,rec(4)dup(4q)inv(4)(p36935)pat
Jnarno3: XpomocoMHas 0o0je3Hb, yHacjieaoBaHHas (opma: yYacTUUHAs
MoHocomus 4p36 (cunapom Bonbda-XupiixopHa), yactuuHas tpucomus 4q35
(MKB10 Q99.8).

Ipumep 2. Ilpu HopmanvHblx Kapuomunax pooumenetl.

46,XX,der(1)t(1;10)(p36;926.3)dn
Huarno3: XpomocoMmHas OoJie3Hb, crHopaauyeckas ¢dopma: dYacTUUHAsS

MoHocomust 1p36 (cunapom moHocomuu 1p36), yactuunas tpucomusi 10q26.3
(MKB10 Q99.8).

46,XY,rec(17)dup(17q)inv(17)(p13.3925)dn
Huarno3: XpomocomHass 0o0Jie3Hb, crHopaauyeckass ¢dopma: dYacTUUHAs

moHocomust 17pl13.3 (cunapom Musnepa-/lukepa), yacTUYHAsT TPUCOMHUS
17925 (MKB10 Q99.8).

IlepeyeHb BO3MOXKHBIX OCJHOKHEHMHd WJIM OINMOOK M MNYyTH WHX
yCcTpaHeHus

1. Ilpu oTcyTcTBUM Ha mpenapare rudpuauzanuu giayopecuentHoit JJHK-
npoObl (OTCYTCTBHE YETKOrOo (IyOpeCLEHTHOIrO CHrHaja KOHTPOJIBHOTO U
TECTUPYEMOTr0 Y4aCTKOB) CIEAyeT U3BMEHUTh Temmneparypy aeHarypauuu JJHK-
npoOsl MO0 TeMIeparypy JACHATypaluu [pernapara XpoMmocoMm (IpH
UCIIOJIb30BAaHUHU paszenbHOM JE€HATYypaLHH), 1100 TEMIIEpaTypy
KoZeHaTypaiuu. Temneparypa noaoupaeTcsi 3KCIEPUMEHTAIBHO.

2. B ciydae oTCyTCTBHS Ha 3HAYUTEIBHOM KOJMYECTBE MeTada3 YeTKOTO
(bIyOopecieHTHOTO CUTHAJIa TECTUPYEMOM 00JIaCTH MM KOHTPOJIBHOTO y4acTKa
WM COBMECTHO TECTUPYEMOTO U KOHTPOJIBHOTO CETMEHTOB CJIEIyET MOBTOPUTH
aHanu3 JJ1sl MOJyYEHHs YETKOTO pe3yJibTara.
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