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B HacTosmeit HHCTPYKIIMK IO IPUMEHEHUIO (J1ajiee — WHCTPYKIUS) U3JI0KEH
METO/I MOJIEKYJISIPHO-IIUTOT€HETUYECKON JAMArHOCTUKU CHHJIPOMAIBHBIX  (opM
T€HOMHBIX 3a00JICBaHUIN YEJIOBEKa, MCIIOJIb30BAaHUE KOTOPOrO TMO3BOJIUT MOBBICUTH
3¢ (HEKTUBHOCTH AMATHOCTUKU 3a00J1€BaHUM, 00YCIOBIECHHBIX MUKpPOIIEpPECTPOIKaMu
XPOMOCOM.

WNucTpykiust npelHa3HavyeHa Uil Bpadyeil-TeHETUKOB, Bpayel J1labopaTopHOM
JMAarHOCTHKH, Bpauel-HEBPOJIOrOB, Bpaueh-TieAMaTpOB, Bpauei 00I1Iel MpaKkTUKY.

INOKA3AHUSA K IPUMEHEHUWIO

Hanumume BpokIeHHOTO 3a00JieBaHMS, MPOSBIIIONIETOCS  KOMIUIEKCOM
MPU3HAKOB (HECKOJIBKO U3 MEPEUUCIICHHBIX):

- YMCTBEHHAsI OTCTAJIOCTb;

- 0011IME PAacCTPOMCTBA MCUXOJIOTHYECKOT0 Pa3BUTHS;

- pacCcTpOMCTBO Pa3BUTHUA PEUYU U S3bIKA HEYTOUHEHHBIE,

- DOMOLIMOHAJIBHBIE ~ PACCTPOMCTBAMM M PACCTPOMCTBAMU  TOBEICHUS,
HAYMHAIONUECs OOBIYHO B IETCKOM U MOJPOCTKOBOM BO3pAacTe;

- BpOKJICHHbIE ~ aHOMaJIMK  (TIOPOKH  Pa3BUTHSI) HEPBHOW  CUCTEMBI;
MUKporedanus, Apyrue BpoxKJACHHbIC aHOMAJIUHI MO3Ta,

- CYyJOpOTY HEYTOUHEHHOM 3THUOJIOTUH;

- aTaKCHsI HEYTOYHEHHAs.

HNPOTUBONIOKA3AHUA JJIAA TIPUMEHEHMUSA
OTCyTCTBYIOT.

KPUTEPHUMU BBIAEJEHUS I'PYIIII PUCKA

Bpau crnenuanucT mpW HaTWYUM BBINICYKAa3aHHBIX ITOKAa3aHUN HaNpPaBIsICT
MalyeHTa K Bpauy-TeHETUKY, KOTOPBIM MO pe3yibTaTaM KIMHHYECKOTO OCMOTpa
U CUHAPOMOJIOTHYECKOTO aHall3a BBIOMpAET cXeMmy J1abopaTOpHOTO OOCIIEIOBAHMS
nmpoOaH/a U CEMbH.

Cunopomsi,  00ycloGnieHHble — UHMEPCMUYUANbHOIMU — MUKPOOeNeyusmu
(ancopumm Ne 1)

Muxkpopeseunss 15q11.2q13 (cuHapom AHreiabMaHa): BbIpaKCHHAs
3aJlep’KKa  MOTOPHOTO  pPa3BUTHA, BBIPAKEHHAs  3a7iep’KKa  ICHUXUYECKOTO
Pa3BUTHS/YMCTBEHHAsE OTCTAJIOCTh, OTCYTCTBHE PEUN/MHUHHMAIIBHBIA CIIOBApPHBIH
3amac, MUKpoledanus, IBUTaTeIbHBIE pPACCTPONCTBA (aTakcHueckas MOXOJIKa,
TPEMOp KOHEUHOCTEH, TMPEPBIBUCTBIC JBIIKEHHUS), XapaKTepHOE TIOBECACHHE
(mpUCTynBI HEMOTHBHUPOBAHHOTO CMeXa), CYIOPOKHBIM CHHAPOM, XapaKTEepHBIC
aHOMAaJIMH Ha AJIEKTpodHIIe(amorpaMmme.

Muxkpopeseuuss  17p11.2  (cumgpom  Cmur-MareHuc):  3aaepika
TICUXUYECKOTO PAa3BUTHS/YMCTBEHHAs] OTCTAJOCTh, 3aJ€p)KKa PEUYEBOTO DPA3BUTHUSA,
XapaKTEPHbBIC JUIEBbIC AUCMOP(UN, HU3KOPOCIOCTh, T€HEPAIM30BaHHAS MBIIIICUHAS
TUTIOTOHUS, PACCTPOIMCTBA MOBECHUS (B T. 4. arpECCUs U ayTOArPECCHsl), HAPYIICHNUE
CHA, TYyTOyXOCTh, aHOMAJIMK OTOPHO-JBUTATEILHOTO anmapara (KOPOTKHUE IIHPOKUE
KUCTH, OpaxXyJaKTUITUS, BBIMTYKJIbIC TTOMYIIICUYKH TaIbIIEB), TOPOKU PA3BUTHS 3y0OB.



Cunopomwl, 00ycioeieHHble CYOMENOMEPHLIMU MUKPOOELEYUAMU (AN20PUMM
MNe 2)

Muxkpoaeneuuss 1p36  (cunapom  moHocomum  1p36):  3amepixkka
MICUXUYECKOTO Pa3BUTHs/yMCTBEHHAsI OTCTAJIOCTh, BRIPAXKEHHAs 3aJ€p>KKa PEUueBOro
pa3BUTHS, MUKpoLiepansi, XapaKTEepHbIE JIULIEBbIE AUCMOP(DUM, aHOMAIUK PA3BUTHS
rOJIOBHOIO MO3ra, CYJIOPOKHBIM CHHIPOM, aHOMAJIMA CEPACYHO-COCYAUCTOMN
CUCTEMBI (B T. Y. KapAHMOMHOIIATHSA), AHOMAJIUM 3PUTEIBHOIO AaHAJIM3aTopa,
TYTOyXOCTb.

Muxponeaeuuss 4p16.3 (cungpom Boubga-XupmxopHa): TsoKenable Ipe-
MOCTHATaIbHOE OTCTaBaHHWE (PU3UUYECKOTO Pa3BUTHs, 3aJCpiKKa IMCUXO-MOTOPHOTO
pPa3BUTHS, BEIPAKEHHAs 33/1€PKKA PEYEBOT0 PA3BUTHS, MUKPOLIE(aIusl, XapaKTepHbIE
JuLEeBble AucMopduu, pacuiennHa ryObl 1 He0a, CyJIOPOKHBIA CHHAPOM, aHOMAJIUU
3pUTENIBHOTO aHajau3atopa, MHoxecTBeHHble BIIP (wame cepama u  modex),
aHOMAJIUU MTOJIOBOW CUCTEMBI.

Muxponeaeuuss 17p13.3 (cunapom Musuiepa-/Iukepa): Muxpouedanus,
BBIPKEHHAS 3aJepKKa (PU3MUECKOr0 U MCUX0-MOTOPHOTO Pa3BUTHS, JIUCCOHIIEPaTUS
| Tuna (kmaccuueckas), Apyrue aHOMaJIUK Pa3BUTUS TOJOBHOTO MO3Ta, XapaKTEepPHbIC
JUIEBBIE TUCMOP(UU.

AJIT'OPUTMBI JUATHOCTUKHU (pucynku 1, 2)

YVcnosnvie 0603nauenus k cxemam aneopummos:

KXO — xputnueckas xpoMmocomHasi 00J1acTh

LSI — nmokyccnenmnduueckas JJHK-mpoba

TEL — cy6Tenomepnas [JHK-nipoOa

P — KOPOTKOE IJIEY0 XPOMOCOMBI, (| — JAITUHHOE TJIEUY0 XPOMOCOMBI

MII — MOnEKyIApHO-IIUTOTEHETUYECKOE UCCIIEIOBAHNE

inh — (anrm. inherited) ynacienosannas gpopma

dn — (de novo) criopaauueckas popma

FISH — (anrn. fluorescent in situ hybridization) d¢uyopecuentroit in Situ
TUOPHIN3ALIHS

JlomoJIHUTeIbHbIE HccJIenoBaHusl (K aaropurmy Ne 1)

B cnyuae oOHapyeHUs B KApUOTHUIIE PELUIPOKHOMN TPAaHCIOKALWU U HAJTUYUU
curHasia ucnois3yemord JIHK-mpoObl Ha oOgHOW U3 JEpUBATUBHBIX XPOMOCOM
(MCKJIIOYEHa yTpaTa TECTUPYEMOM 00JaCTH) MPUYMHON BO3SHUKHOBEHHS XapaKTEPHBIX
KJIIMHUYECKUX TPU3HAKOB Yy MallMeHTa MOXKET OBITh «pa3pbIB» OJHOIO0 U3 TE€HOB
B npegenax KXO. TectupoBanue Takoil aHOManuu TpeOyeT MNPUMEHEHUs
CIIEHUAJIBHBIX MOJIEKYJISIPHO-TEHETHYECKUX METOOB.

JlonoiHuTE IbHBIE HCCAEA0BAHMSA (K aaroputmy Ne2)

1. [lpy Hanmuuuu y MalMEHTa SPKO BBIPAKEHHON KIMHUYECKOW KapTHUHBI,
XapakTepHOW sl CUHJIpOMa MOHOCOMHM 1p36, M OTCYTCTBHM JeJelUuU JIOKyca,
BXOJISIIIIETO B cocTaB ucnoiib3oBaHHOU JIHK-mipoObI, MpOBOAUTCS MOMOTHUTEIHHBIN
anamm3 FISH ¢ npumenenuem gnpyroit mno  mokammsanuu  JIHK-mpoOwi
Ha XpOMOCOMHYI0 001acTh 1p36.



2.1lpu otcyrctBuUM B Kapuotumne mnpoOanga Mukpoaenenuu 15q11.2q13
nabopaTopHasl IMarHOCTHKA JTOJKHA ObITh MTPOJIOJKEHA C 1IEJIbI0 UCKIIIOUUTh JAPYTHe
T€HETUYECKUE IPUYUHBI BO3HUKHOBEHUS CUHJpOMa AHrenpmaHa:
OJIHOPOJIUTENBCKON JUCOMUU XpoMocoMbl 15, mytaumu B rene UBE3A, myranuun
B LICHTPE UMIIPUHTUHIA, CHOHTAHHOT'O HAPYIIEHUS METUINPOBAHUS.

3. B cnywyae oOnapyxenuss mo pesynbraram aHainuza FISH B kapuortwume
poautenss  cOaNaHCUPOBAHHOW  CTPYKTYpPHOW  MEPECTPOMKM  JIOMOJHUTEIBHO
MIPOBOJIUTCS CTAHAAPTHOE HUTOTCHETUYECKOE UCCIIEIOBAHNE KAPUOTHIIA.

ITPOBAH

!

CranpaprHoe nuroreneradeckoe (GTG-banding) mcenexoBanne KapHoTHIIA TPOOAHIA

! J !

HopmabHbli kKapHoTHII: CrpykTypHas nepecTpoika: CrpykTypHas nepecTpoika:
46. XX nm 46. XY HHTEPCTHIHATbHAA JCTCIHA cOaTaHCHPOBAaHHAA TPAHCIOKALIHAA
delMN)(p/q...p/g...) tN:D)(p/q...:p/q...)

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

y y !

Obnapyxena nerenua KXO

U U U

CHHIpPOM ... B pE3yIBTaTe CHHApPOM ... B pe3yiIbTaTe
HHTEPCTHIHATEHOH Aenenns, dn YTPaThl XpOMOCOMHOTO MaTepuana KXO,
BO3HHKIIIEH IIPH 00pa30BaHUH
PEUHUIPOKHOH TPAaHCIOKAIIHH

LG

CTaHZapTHOE HHTOreHeTHIECKOoe
(GTG-banding) uccaenosanune
KapHOTHIIOB POTHTEICH

N — HOMep TecTupyeMoit XxpoMocoMbl: 15 unu 17; D — HOMep XpOMOCOMBI Y4aCTHHKA
B PELUITPOKHOM TPAHCIIOKAIUH.

Pucynok 1. — Aaropurm Ne 1 1MarHoCTHKH HHTEPCTHIHAJBHBIX MUKPOAEJIe Ui



|  mrosamn

Vi
CrangaprHoe nurorenernuecroe (GTG-banding) HecnenoBanne KapHoTHIIa TPOdaHIA |
v )\ ]
HopMaTpHBIH KapHOTHI: CTIpyKTypHajA IepecTpotKa: CIpyKTypHajA IepecTpoHKa:
46. XX nm 46, XY gexenua del(N)(p...) | ZOTIOTHATEIBHBIN XPOMOCOMHBIH

!

| MITH (FISH) xapuotuna npodarza (LSI JHK-npoba na KXO)
v

Oobnapyxena geaenua KXO

matepuazadd(N)(p...)

CTamaanoe OHTOIr€eHETHYECROE

I THATHO3 | (GTG-banding) mecienoBanune
G KapHOTHIIOB POTHUTEICH
MIIH (FISH) xapuoTHa npodaHia
CuHapoM... e ~ : —
B pesyasTaTe (TEL JHK-npoba #a Np) AHoOMAaTIHH HE
¥: & \: v OOHapyxeHa aHOMaTbHad 00HAPYKECHO
HHTCPCTHIHATPHOH Teaomepa Np Teromepa Np il
i i K i xpomocoma N:add(N)(p...)
- - MIIH (FISH)
KapHOTHIIA IPOOaHIa
CurzpoM ... AnoManuii He | MITH (FISH) xapHoTHIIOB poIUTeIeH LT YCTaHOBICHHUA IPHPOIBI
B PE3YIIBTaTe OOHApYKEHO (TEL JHK-npoba na Np unu TTOTOTHUTETEHOTO
IEPMEHIILEUE LSI/IHK-npoba na KX0) XpPOMOCOMHOTO MaTepHaia
Jeaenuy, dn
~ = inh OOHapyxeHa HHBEPCHA <. >
XpoMOCOMHBIH AHcOaTaHC: P °p JlonoTHHTE TP HEIH
-~ < ~
qacTHYHaA MOHOCOMHA Np..., & nepHUCHTPHYecKad xpoMocoMbt N | <€ XPOMOCOMHBIH MaTepHal
JacTHYHaA TpHcoMuA Nq OpHHALIEKHT Nq
Ja JIOTIOTHUTEIBHBIH
XpoMOCOMHBIH AHCcOaTaHC: XPOMOCOMHBIH MaTepHaT
YacTHYHAA MOHOCOMHA Np.... | inh ObHapysxeHa " IPHHATICKUT
yacTHYHaA TpucoMuA Dp/q... PeLHIIPOKHAA TPAHCTOKAIIHA IPYTOH XpoMOocoMe
inh

CranpaprHoe naToreHeradeckoe (GTG-banding) nccnenosanue u
MITH (FISH) 1711 ycTaHOBICHHA IPHPOIBI BTOPOH XPOMOCOMBI YYaCTHHKA

N — Homep TecTupyemoit xpomocomsl: 1 win 4 unu 17; D — HOMEp XpOMOCOMBI yYaCTHUKA B PELIMIPOKHOM TpaHCIOKAIUH

Pucynok 2. — Aaroputm Ne 2 TMarHOCTHKHU cy0TeJ10MePHbIX MUKPO/e/Ieuii



OIIUCAHUE METOJ0OB UCCJIEJOBAHUS

CranaapTHOe HIMTOTeHETUYECKOe UCCIIe0BAHNE

Huddepennuansaas  (GTG-banding)  okpacka ~ XpOMOCOM;  aHalIu3
BBITIOJIHSAETCS TPU ypoBHE pazperienus 550—-650 cermeHTOB Ha rarjiouIHbIi Ha0op.

MoJiekyJIsIpHO-IIUTOTreHeTHYECKoe HccienoBanne (merox FISH)

buonocuueckuii  mamepuan 0na  ucciredogamus:  KICTKA  JUMQOIIUTOB
nepudepudeckoil KpoBH, OYKKaJbHOTO 3MUTEIHNSA, (PUOpOOIACTOB KOXKHU, BOPCHH
XOpHUOHA, AMHUOTUYECKON KHUIKOCTH.

IIposedenue FISH. TlpurotoBnenue npemnapaToB Xxpomocom, Texunosorus FISH
OCYIIECTBIISIOTCS B COOTBETCTBUHM ¢ MHCTPYKIMEH MUHHCTEpCTBA 3IpaBOOXPaHEHUS
Pecry6imuku benapycs Ne 118-1109 ot 12.02.2010.

Xapaxkmepucmuxa nokyc-cneyugpuueckux JHK-npob, ucnonvsyemuvix 0ns
mecmupo8aHus HaIudus/ympamsl KpUmu4eckol XpoMoCOMHOU 001aCmu.

1p36: nomxna umeth B coctaBe JJHK-kmoHbBI, jJOKanu30BaHHBIE B Mpejeiax
cermenTa 1p36.33;

4p16.3: nomxHa umeTh B coctaBe rensl WHSC2 u WHSC1,

15q11.2q13: pekomenayetcs Hanmuuue B coctaBe reHa UBE3A;

17p13.3: nomkHa umeTs B coctaBe red PAFAH1B1 (LIS1);

17p11.2: nomxkHa nMeTh B cocTaBe TeH RAIL.

Jlsist ompeneneHuss MPUPObI JIOMOJHUTEILHOTO XPOMOCOMHOTO MaTepuara,
BBISIBICHHOTO B MpOIECC€  AUAarHocTuku, aHanmm3 FISH — BemomHsercs
C HUCIIOJIb30BaHUEM HEOOXOJUMBIX B KOHKPETHOM ciiydae QuyopecueHTtHbix JIHK-
npoo.

Ananuz u oyenka pe3yiomamos ubpuouzayuy. AHANIU3 CHUTHAJIOB Ha
MeTadaszHbIX XpPOMOCOMax BKIIOYAaeT mNpocMoTp He MeHee 10 wmertadas npu
OTCYTCTBUM MoO3aWmm3Ma. /[l yTOYHEHHWS MO3aWMyHOTO CTaTyca KapHOTHIIa
MPOCMATPUBAIOT AomnoJHUTeNbHO 10 mMeTtadas. AHamW3 CUTHAJIOB Ha MHTEpP(a3HBIX
gpax BKJIIOYAeT MPOCMOTP HE MeHee 25 KIeToK. s yTOYHEHHS MO3auvYHOIO
cTaTtyca kapuotuna npocMmarpuBaroT 200 unrepdas u 6osee.

NHTEPHPETAIIUSA PE3YJIBTATA FISH-meTona

KapuoTtun nanuenTa, ucciaeoBaHHbIi ¢ momoIisio MeToaa FISH, 3anuceiBaroT
COTJIACHO MpaBujiaM MeX1yHapOJHOW CUCTEMbI HOMEHKIIATYPBI XPOMOCOM YEIOBEKA
(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 3anucu popmyiibl 3arnaBHbIMUA OyKBaMU YKa3bIBA€TCs BUJ UCIIOJIb30BAHHON
st quarHoctuku JIHK-mpoObl: Ha3BaHME KJIOHA WJIM Ha3BaHME JIOKyca (COTJIacHO
Genome Database), nwiu nHa3zBanue rena (corimacio HUGO-approved nomenclature).
B cnyvae wnammums B coctaBe JIHK-mpoObl HECKOJBKUX JIOKYCOB JHOO
ucronb3oBanus AByx u Oonee JIHK-mpo® Ha3BaHus TeCTUpyeMBIX JIOKYCOB
YKa3bIBAIOTCS dYepe3 3amarylo 0e3 mpoOenoB. Ha3BaHwe KOHTPOJIBHOTO JIOKyca
B (hopmyJie HE TTPOIHUCHIBACTCHA.



Ilpumep 1. 3anucv pesynemama aunanuza FISH 6e3 npedsapumenbroeo
CMAHOAPMHO20 YUMOLEHEMUYECKO20 UCCIe008AHUSL.

ish 17p13.3(L1S1x2)

Nurepnperanus: jgokyc LIS1 (xpomocomuas obnacte cunapoma Muimiepa—
Jlukepa) mpuCyTCTBYET Ha 0OCHX TOMOJIOTUIHBIX XpoMocoMax 17.

ish del(17)(p13.3p13.3)(LIS1-)

Wntepnperamms: mokyc LIS1 (xpomocomHuas oGnacte cuuapoma Musiepa—
Jlukepa) OTCYTCTBYET Ha OJHOM M3 TOMOJIOTMYHBIX XpoMocoM 17, oOHapyxeHa
MHKPOJEIEHHS TECTUPYEMOTO cermenTa pl3.3.

Ilpumep 2. 3anuce pezynemama ananuza FISH ¢ npedsapumenvrvim
CMAHOAPMHBIM YUMO2EHEeMUYeCKUM UCCLe008AHUEM.

46,XX.ish 15q11.2(UBE3AX2)

Nurepnperanus: nokyc UBE3A (xpomocomuast o6acts cunapomoB [Ipagepa—
Buiimn/ AnrenbmaHna) NpUCyTCTBYET Ha 00€MX TOMOJIOTHYHBIX XpoMocoMax 15.

46,XX.ish del(15)(g11.2q11.2)(UBE3A-)

Nurepnperanus: nokyc UBE3A (xpomocomHuast o6acts cunapomoB [Ipagepa—
Buinmu/Anrenbmana) OTCYTCTBYET Ha OJHOM M3 TOMOJIOTHUHBIX XpoMocom 15,
oOHapyKeHa HHTEPCTUITHATBHAS MUKPOJIEIIEIIAS TeCTUpyeMoro cermenta (11.2.

46,XX.ish del(15)(q11.2q12)(UBE3A-,GABRB3-)

Wntepnperammsi: snokycsl UBE3A u GABRB3 (xpomocomnas o0mactb
cuaapomoB  IIpanepa—Bumnu/AnrenbmMana)  OTCYTCTBYIOT Ha  OJHOM U3
TOMOJIOTUYHBIX XpOMOCOM 15, oOHapyXeHa HHTEepCTULHUAIbHAS MUKPOJEIeHus
TeCTUpYyeMbIX cerMeHToB (11.2912.

46,XX.ish del(15)(g11.2q11.2)(UBE3A—-,GABRB3+)

WNurepnperanms: gokyc UBE3A orcyrcTByer Ha OJHOW W3 TOMOJOTHYHBIX
xpomocoMm 15, mokyc GABRB3 npucyTcTByeT Ha 00€MX TOMOJOTUYHBIX XPOMOCOMAaX
15. YcranoBneHa WHTepCcTULMANIbHAs MHUKpozenenuss cerMeHra (l1.2: wactuuHas
Jieserusi XpoMOCOMHOM o0acTu curapomoB [Ipanepa—Bunnn/Anrensmana.

46,XX,del(15)(q11.2q13).ish del(15)(g11.2912)(UBE3A-,GABRB3-)

WNHTepnperanus: IUTOTEHETUYECKH YCTAHOBJICHHAS JICJICIUS CETMEHTOB
011.2q13 wuccnenoBana ¢ nmomouisto ish. OOHapyxeHa aenerus jgokycoB UBE3A u
GABRB3, nokain30BaHHBIX B XPOMOCOMHOW oOnactu cuHjapomoB Ilpanepa—
Buinu/Anrensmana.

46,XY .ish del(4)(p16.3)(GS10K2/T7—, WHSC1-, WHSC2-)

Wutepnperarust: gokyc GS10K2/T7 (4p TenomepHbIi PErvoH) W JIOKYCHI
WHSC1, WHSC2 (xpomocomHas o6mnacte cunapoma Bonbda—XupmxopHa)
OTCYTCTBYIOT Ha OJIHOM M3 TOMOJIOTUYHBIX XPOMOCOM 4, 0OHapykeHa TepMUHAIbHAs
MUKPOJIENIENHs TeCTUpyeMoro cermenrta pl6.3.



46,XY .ish del(4)(p16.3p16.3)(GS10K2/T7+, WHSC1-, WHSC2-)

Wutepnperanus: nokyc GS10K2/T7 (4p TemoMepHBIH pEerrMoH) IPUCYTCTBYET
Ha o0enx roMoJoTHUHbIX Xpomocomax 4, mokycel WHSC1 u WHSC2 (xpomocomuas
o0macth cuHapomMa Bombda—XupuixopHa) OTCyTCTBYIOT Ha OJHON U3 TOMOJIOTHYHBIX
XpoMocoM 4, oOHapyXeHa HWHTEPCTUIIMATbHAS MHUKPOJICICIHS TECTHPYEMOTO
cermenTa pl6.3.

46,XX.ish t(2;17)(q37;p13.3)(282M15/SP6+, LIS1+, D2S447—, 2QTELA47—;
D2S447+,2QTELA7+,282M15/SP6—,L1S1-)

WNuTtepnperanus: oOHapyXeHa KPUNTHYECKAs PEIUNPOKHAS TPaHCIOKAIHS
Mexy xpomocomamu 2 u 17. Ha nepuBatuBHO# XpoMocome 17 OTCYTCTBYET JIOKYC
282M15/SP6 (17p Tenomepubiii pernoH) u Jokyc LIS1 (xpomocomHas 007acTh
cuHapoma Mmniepa—/lukepa), npHCYTCTBYIOT JIoKychl D2S447 u 2QTEL47 (29
TEJOMEpHbIN peruoH). Ha pepuBaTHBHON XpomMocoMe 2 OTCYTCTBYIOT JIOKYCHI
D25447 u 2QTEL47, npucyrctBytoT jtokychl 282M15/SP6 u LIS1.

46,XX.ish der(17)t(2;17)(g37;p13.3)mat(D2S447+, 2QTELAT7+,
282M15/SP6, L1S1-)

NHurepniperanyisi: Ha aHOMalbHOM XpomocoMme 17 OTCYTCTBYET JIOKYC
282M15/SP6 (17p TtenomepHbiii perwoH) u jokyc LISl (xpomocomHas o006iacTh
cuHapoma Mmniepa—/lukepa), npHCYTCTBYIOT JIoKychl D2S447 u 2QTEL47 (29
TEJIOMEPHBI pEruoH. XpOMOCOMa SIBISICTCS JE€PUBATHBHOM, YyHAclieJOBaHa OT
MaTepU-HOCHTEIBHUIIBI PEIUIIPOKHOM TpaHcokanuu t(2;17).

46,XY.ish inv(4)(p36)(D4S2930+, GS10K2/T7-, WHSC1l-, WHSC2-)
(935)(GS10K2/T7+, WHSC1+, WHSC2+, D4S2930-)

WNurtepnperanus: oOHapy>KeHAa KpUITHYECKas TEPUIICHTPUYECKAss WHBEPCHS
xpomocombl 4. Ha p-mieue npucyrctByet sjokyc D4S2930 (4q TenoMepHbIii PertoH),
orcyrcTBytoT JIokyc GS10K2/T7 (4p Ttenomepnsiii peruoH) u sokycel WHSCI,
WHSC2 (xpomocomnasi obnacte cunapoma Bonbda—XupmixopHa), Ha (-1uiede
npucyTcTByOT Jokychl GS10K2/T7, WHSC1l, WHSC2, otcyrcTByeT JIOKYC
D452930.

46,XY.ish rec(4)dup(4q)inv(4)(p36)(D4S2930+, GS10K2/T7-, WHSC1-,
WHSC2-)(g35)(D452930+)pat

WuTepnperanusi: Ha p-Tjiede aHOMAIBHON XPOMOCOMBI 4 OTCYTCTBYIOT JIOKYC
GS10K2/T7 (4p tenomepnsiii peruon) u jgokycbt WHSC1, WHSC2 (xpomocomHas
obnacte cunapoma Bosbda-Xupiixopaa), npucyrctByer Jjokyc D4S2930 (4q
TEJIOMEpPHBI PEeruoH), Ha (-mieye mnpucyrcTByer jokyc D4S2930. Xpomocoma
SBJIIETCS. PEKOMOMHAHTHOM, YHAcjelIOBaHa OT OTLA-HOCHUTENS MEePULIEHTPUUYECKOM

unBepcun inv(4)(p36935).

3AK/IIOYEHHUE 11O PE3YJIBTATAM ITUATHOCTUKHA
Y CTaHOBIIEHHBIM TUII XPOMOCOMHOM aHOMAJIMM, KOTOpas NHpPHUBENA K YyTpare
KXO, siBnsieTcst 0cHOBOM /1 (POPMYITHPOBKU JUArHO3a BPAuOM-CIIEHUATINCTOM.



1.Tlpu oOHapyXeHHH B KapUOTHUIIE TMAlMeHTa WHTEPCTULIMAIBLHOW WIH
TepMuHanbHOU MuUKpozenenun KXO ycranaBnuBaeTcss JUarHo3 COOTBETCTBYIOLIETO
CUHIpOMA.

Ipumep 1. J{ns cunopomos, 00ycio61eHHbIX UHMEPCMUYUATbHLIMU OeleYUsMU.
46,XX,del(17)(p11.2p11.2)
Juarnos: cunapom CmuT—Marenuc, cropajaudeckas ¢dopma B pe3yJbTare
uHtepcrunranbHo Mmukpogeneuu (MKb10 Q93.8).

46,XY,del(15)(q11.2911.2)
Jluarno3: cuHApoM AHreidbMaHa, cropaaudeckas ¢opma B pe3yJibTare
uHTepcThranbHoi Mukpozaeneunn (MKB10 Q93.8).

Ilpumep 2. [na cumopomos, o00YCl06NEHHbIX UHMEPCMUYUANbHBIMU UTU
MEPMUHATbHBIMU OeTleYUSMU.

46,XX,del(1)(p36) mmu 46,XX,del(1)(p36p36)

Juarnos: cuHapoMm MoHocomMuu 1p36, crnopaauueckas gopma B pesyibTaTe
TepMUHAIBHOU (MU uHTepcTUlanbaoi) mukpoaenenuu (MKB10 Q93.8).

46,XY,del(4)(p16.3) nu 46,XY ,del(4)(p16.3p16.3)
Juarno3: cunapoM Bonbdpa—XupmixopHa, crnopaaudeckas ¢opma B
pe3yabTare TEpPMUHAIBHOW (WM WHTepcTUlMalbHOW) wmukpoaenenuu (MKBI10

Q93.3).

46,XX,del(17)(p13.3) mm 46,XX,del(17)(p13.3p13.3)
Juarno3: cunapom Mumnepa—/lukepa, cnopagudeckas gopma B pe3yibTaTe
TepMUHAIBHOU (Mu uHTepcTulnanbaoi) mukpoaenenuu (MKB10 Q93.8).

2. Ilpu obHapy>XeHUH B KAPUOTHIIE MAIIMEHTA JIEPUBATUBHON/PEKOMONHAHTHOM
XpOMOCOMBI € MoOHOcomuend Ttectupyemoit KXO ycranaBnuBaeTcss [OHMAarHos
«XpomocoMmHasi 0oie3Hb: pacmudpoBka XpomocoMmHoro aucbamancay (MKBI10
Q99.8 s Bcex ciyyaen).

Ilpumep 1. Ilpu Hauvuu coomeemcmeyowen  peyunpoxKHoU
MPAHCIOKAYUU/NePUYEHMPULECKOU UHBEPCUU 8 KApUOmuUne pooumeis.

46,XX,der(17)t(2;17)(q37;p13.3)mat

Juarno3: XpomocoMmHasi 0o0Jie3Hb, YHacleloBaHHas ¢opma: YacTUUHAs
MoHocomus 17pl13.3 (cunppom Munnepa—/lukepa), uyactuuyHas Tpucomus 2q37
(MKB10 Q99.8).

46,XY ,rec(4)dup(4q)inv(4)(p36g35)pat
Huarno3: XpomocomHass 0o0je3Hb, YyHacjedAoBaHHas (opma: yacTUIHAs

MoHocomus 4p36 (cunapom Bonbda—Xupuixopna), dactuuHas Tpucomus 4q35
(MKB10 Q99.8).



Ilpumep 2. Ilpu nopmanvHbiX Kapuomunax pooumerel.

46,XX,der(1)t(1,;10)(p36;926.3)dn
Huarno3: XpomocoMHas OoJie3Hb, crHopaguyeckas ¢Gopma: YacTUUYHas

MoHocomus 1p36 (cuapoM MoHocomMuu 1p36), ywactuuHas Ttpucomus 10g26.3
(MKB10 Q99.8).

46,XY,rec(17)dup(17q)inv(17)(p13.3925)dn
Huarno3: XpomocoMHas Oo0Jie3Hb, crHopagudeckas (opma: YacTUUHas

MoHocomuss 17pl13.3 (cungpom Munnepa-Jlukepa), yactuunas Ttpucomus 1725
(MKB10 Q99.8).

NEPEYEHb BO3MOJKHBIX OCJIOKHEHUHW WJIN OUIUMBOK IPU
BBIIIOJIHEHUU U ITYTU UX YCTPAHEHUSA

1. Tlpu orcyrcTBUM Ha mpenapare rudbpunuzaiuu dayopecuentnoit JIHK-
npoObl  (OTCYTCTBHE  YETKOro  (MIYOPECHEHTHOIO  CUTHajla  KOHTPOJBHOTO
U TECTUPYEMOI0 YYacTKOB) CJIEIyeT MU3MEHUTh TemrepaTypy aeHarypauuu JIHK-
npoObl MO0 TeMIlepaTypy AeHaTypaluu mpenapara XpoMocoM (TpU UCIIOJIb30BAHUU
paslenbHOM JeHaTypauuu), Ju00 TeMmmeparypy KojaeHarypauuu. Temmepartypa
0JI0MpPaeTCsl HIKCIEPUMEHTAIBHO.

2. B cmyuae OTCyTCTBMSI Ha 3HAYUTEIBHOM KOJIMYECTBE MeTada3 YETKOTO
(IyopecleHTHOrO CUTHaJIa TECTUPYEMOM OOJACTH MJIM KOHTPOJIBHOTO YYacTKa WA
COBMECTHO TECTUPYEMOTO M KOHTPOJIBHOTO CErMEHTOB CIIEIYET NMOBTOPUTH AHAJIN3
JUISL TIOJTYYEHHUSI YETKOTO PE3YIIbTATA.



