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NucTpykums mpenHasHayeHa Uil CIEHUAIMCTOB MEIMIUHCKUAX YUYPEKICHUH,
3aHUMAIOIUXCs 1a00pPaTOPHOM TUATHOCTUKON T'€HEeTHYECKUX 3a00JIEBaHUM U MEIUKO-
F€HETUYECKUM KOHCYJIbTUPOBAHHUEM.

OO6sacTh NPUMEHEHHUS: KJIMHUYECKas 1 1abopaTopHasi MEIUIIMHCKAsI T€HETHKA.

VYpoBeHb BHEAPEHUS: 00JIACTHOM, pecyOIuKaHCKUH.

IHHEPEYEHb HEOBXOANMMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJCTB, U3IEJIUA MEIUIIMHCKOHN TEXHUKH

O0opynoBanme, KOTOpPhIM  JIOJDKHA  pacmojiaraTb  LHUTOTE€HETHYECKas
nabopaTopus, TNPEACTABICHO B HMHCTPYKIMH MUHHCTEPCTBA 3/IPaBOOXpaHEHUS
Pecniyonuku benmapycs Ne 118-1109 or 12.02.2010 «/luarHocTHka CIOXKHBIX (Gopm
XPOMOCOMHOM IAaTOJIOTMM YEJIOBEKA HAa OCHOBE MOJEKYJSPHO-IUTON€HETUYECKUX
METO/IOB UCCIIEAOBAHUS.

Buosnornyecknii MaTepuaJ I MccJeJ0BAHUSA NATOJIOTHH XPOMOCOMBbI X

B kauecTtBe OMOJOTMYECKOrO MaTepuaga MOTYT HCIOJIb30BATHCS KIETKH
auM@onuToB nepudepruyecKoil KpoBH, OYKKaIbHOTO 3nuTenus, Gudpo01acTOB KOXKH,
BOPCHH XOPHOHA, aMHUOTHUYECKOM KUJIKOCTHU U JP.

OcHOBHBIE peareHTbl, HCOOXOIUMBIC TIpU padboTe ¢ moMoIbio MeToma FISH,
npeacTaBiieHbl B HHCTpyKuu Munsapasa Pb Ne 118-1109 ot 12.02.2010.

JAHK-npo0sb1, pexomeHnayembie AJIs1 AMATHOCTUKH MATOJOTHH XPOMOCOMBI X

Br16op ¢uyopecuentHo-meueHHbIX JJHK-po6 B KaXaoM KIMHUYECKOM cllydae
3aBUCUT OT YCTAHOBJIEHHOIO MpU CTAHJAPTHOM KAPUOTHUIHPOBAHUM JUArHo3a U
IPOJMKTOBAH 3aJadyaMH, IIOCTAaBJIEHHBIMHU B IPOLIECCE MEIMKO-T€HETUYECKOTO
KOHCYJIbTUPOBAaHUSA  MaluueHta/ceMbd. B Tabmuue  npencraBlieHbl  OCHOBHBIE
pazHoBUIHOCTH MoJekysipHblx JIHK-mpoO, xKoTOphie MOTYT OBITh HCIOJIB30BAaHBI B
JTIMAarHOCTHUKE.

Tabnuna — JIHK-npoOsl 1151 TMarHoCTUKY aHOMAJIUHA XPOMOCOMBI X

CEP — cnenududaeckue CEP X (DXZ1 alpha-satellite DNA)
IICHTPOMEPHBIC CEP Y (DYZ3 alpha-satellite DNA)
LSI STS (steroid sulfatase gene)
LS| — mokyc-cnierududeckue LSI SRY (sex determination region Y)
LSI CEP Y12 (DYZ1 satellit 11l DNA)
WCP — 11e1bHOXpOMOCOMHBIE WCP X

IMNOKA3AHUSA K MIPUMEHEHUIO

[Ipe- w mocTHaTanmbHAs  MOJEKYJSIPHO-IUTOTEHETUYECKAass  JIHArHOCTHKA
HaTOJIOTUH XPOMOCOMBI X C MOMOIIBIO MeTo1a (hIyOpeCieHTHOM IN Situ ruOpuan3aIuu
(FISH) npumeHsieTcs 1151 YCTaHOBJICHUS TPUYUH aHOMAIbHOU ArdPepeHIIMPOBKH MO,
MYKCKOTO M KEHCKOTO OeCIuiofus, HapyIIeHUN penpoayKTUBHOW (DYHKITMH, a Takke
JUISL YCTaHOBJIEHWS W YTOYHEHHUS XPOMOCOMHOTO JucOalaHca, CBSI3aHHOTO C
XpoMocomon X.



INPOTUBOINIOKA3AHUA IJIAA TIPUMEHEHUSA
OTCYyTCTBYIOT.

OIMMCAHHUE TEXHOJIOI'MA UCITOJIB3OBAHUA METOJA

MoJiekyJIsIpHO-UMTOreHeTHYeCKas JuarnocTuka meroaom FISH

IIpoBenenue FISH. IlpuroToBneHue UIMUTOrEHETHUUECKUX IIPENapaToB M
texHosorust nposeneHus FISH ocyiecTBisiioTcss B COOTBETCTBUU C HMHCTPYKLHUEH
Munzapasa Pb Ne 118-1109 ot 12.02.2010.

[utorenernueckuii aHanu3 pe3ynbraToB FISH mpoBoauTcs ¢ MCNoap30BaHUEM
(bIyopecIeHTHOTO MHKPOCKOIIa ¢ HA0OPOM COOTBETCTBYIOIIUX ONTUYECKHUX (DUIHTPOB.
®dnyopeclieHTHbIE CUTHAbl Ha XPOMOCOMAaX-MHUIICHSX JOJDKHBI OBITh JOCTATOYHO
WHTEHCUBHBIMA W HMMETh YETKHE OuYepTaHWs. AHaIW3 CHUTHAJIOB Ha MeTada3HbIX
XpOMOCOMax BKJIOYaeT MpocMoTp He MeHee 20-25 wmerada3 npu OTCYTCTBUU
Mo3autu3Ma. Jljisi yTOYHEHMsT MO3aM4YHOTO CTaryca KapuoTHUIA IPOCMAaTPUBAIOT
100 meTtadpaz u Oonee. AHanU3 CUTHAJIOB HA HMHTEP(a3HBIX XPOMOCOMAaxX BKIIIOUAET
npocMoTp He MeHee 50 mHTepdas3HbIX KiIeToK. J[JIs yTOUHEHHs MO3aM4YHOIrO CTaryca
kapuoTtuna npocmarpuBarot 500 uarepdas u 6oee.

HNuTepnperanus pesyJjbrara

[{uToreHeTUUECKU aHaIu3 3aBEPIIACTCS MPOTOKOJIUPOBAHUEM PE3YIHTATOB,
BHECEHHEM MHUKpOdoTOorpadguii XpoMOCOM B KOMIBIOTEpHYIO 0a3y naHHbIX. Kapuortun
MalKueHTa, WCCIEIOBAHHBIA C MOMOIIBIO MOJIEKYJISIPHO-IIUTOTEHETHYECKOTO METOAA
FISH, 3amuceiBaloT coryacHo mpaBuiaM MexXayHapoJIHON CHUCTEMbl HOMEHKJIATYPHI
xpomocom desioBeka (Shaffer L.G. et al. An international system for human cytogenetic
nomenclature (ISCN 2009), recommendations of the international standing committee
on human cytogenetic nomenclature) ¢ yka3aHWeM BHUAA HCIIOJb30BAaHHON IS
nuaraoctuku JIHK-poOwI.

IIpumepul 3anucu kapuomunoe

Ilpumep 1.

46,X,+mar.ish r(X)(p22921)(wcpX+,pcpXp+,pcpXq+,KAL+,XIST+)

WNHrepniperanysi: 3anmuch O3HA4YaeT, 4YTO B pe3yJbTare CTaHAAPTHOIO
IUTOT€HETUYECKOTO aHallu3a B JKEHCKOM KapHOTHUIIE YCTAaHOBJIEHO 0O0Ilee 4YHCIIo
XpOMOCOM, paBHOe 46, B T. 4. 0OOHapyKeHa MapKepHasi XpoMocoma, 3Ta uHpopmarus
orpannycHa Toukoi. Jlamee Oe3 mHTEepBaia cieayeT abOpeBuarypa ish, o3Havaroras
«in situ hybridizationy, u mociie uHTEpBaga 3aMUCaHbl Pe3yJIbTaThl THOPHUIU3AIMHA HA
aHOMAJLHYI0 XpoMmocoMmy ucnoJsib3oBaHHbIX JIHK-po06. MapkepHoii sBisieTcs
KOJIbIIEBAs XpPOMOCOMa C TOYKaMHM pa3pbiBa-BoccoenuHenust Xp22 u Xq21.

Ipumep 2. 46,XX.ish der(X)t(X;Y)(p22.3;p11.3)(cepX+,SRY+)

WNuTtepnperanus: 3anuch 03HAYaET, YTO y HAI[MEHTa MY>KCKOTO 10Jia B Pe3yJibTare
CTaHJAPTHOTO LIMTOT€HETHYECKOr0 aHajn3a YCTAHOBJEH MXeHCKuil kapuotum. Ilo
pe3ynbTaTaM MOJEKYJISIPHO-LIUTOI€HETUYECKOT0 HCCIEA0OBaHUS BBISIBJICHA AHOMAJIUS
OJTHOM M3 XpOMOCOM X, SIBIISIIOIICHCS JE€PUBATOM TPAHCIOKAIIMM MEXIY ydacTKaMu
KOPOTKHUX ey XxpomocoM X u Y u Hecyuel red SRY Ha cermente Xp22.3.

Ipumep 3. 46,XY.ish del(X)(p22.3p22.3)(STS-)

WNuTtepnperanus: 3amuch COOTBETCTBYET HOPMAIbHOMY MY>KCKOMY KapHOTHITY,
YCTAHOBJIGHHOMY TMpHU  CTaHJApTHOM  KapuoTunupoBanuu. Mertomom  FISH



UACHTUDUIIMPOBAHA MUKPOJENEUs 00JIacTh KOPOTKOTO Tuieda XPOMOCOMBI X,
BKJIIOUAIOIIIAs T€H CTEPOUTHON cynb(arasbl STS.

Ipumep 4. 46,XY.ish Xp22.3(STS+)

WuTepripeTanusi: 3amuch COOTBETCTBYET HOPMAJIBHOMY MYXKCKOMY KapHOTHITY,
YCTaHOBJICHHOMY TPU CTaHAApTHOM KapHOoTHIHpoBaHuU. Meromgom FISH mokaszano
OTCYTCTBHE MHKPOJCICIIMA OO0JACTH KOPOTKOTO IIIeda XPOMOCOMBI X C TEHOM
cTepouIHOM cynbdarasbl STS.

[Io 3aBepmiennu aHanmu3a OoGOPMIISIETCS 3aKIIOYEHHE O  pe3ylbTaTax

MOJICKYJIIPHO-IIUTOTCHETUYCCKON JIMarHOCTHKA B COOTBETCTBUHM C HWHCTPYKITUCH
Munzapasa Pb Ne 118-1109 ot 12.02.2010.

AJITOPUTMbI MOJIEKYJIAIPHO-IIUTOT EHETUYECKOHN
JIMATHOCTHKH AHOMAJIMM XPOMOCOMBI X B PA3JMYHBIX
I'PYIIITIAX PUCKA

1. IanueHTHI ¢ AHOMAJUAMHU MOJI0BOI TU(PEepeHIMPOBKH U AHOMAJIbHBIM
(popmMupoBaHHEM I10JI0BBIX OPraHOB

I'pynnsl pucka

noarpymnma 1 noarpymnmna 2 noarpymnma 3
OcHoBHBIE PEHOTUITHMYECKHIE MPU3HAKU
- TEHUTAJINH TI0 - IBOMCTBEHHOE - TEHUTAJINH 110 KEHCKOMY TUITY
MY>KCKOMY THUITY CTpPOEHHE TeHUTAIUN - aHoManuu GOpMHUPOBAHUS
- TUTIOTUTA3USI SIMYEK - HapyIICHHE HaPY>KHBIX MOJOBBIX OPTAHOB
- a300CTIEpMUs dbopmupoBaHUS - Hapy1ieHue GopMupoBaHus
- HEIOCTAaTOYHOCTh | BHYTPEHHHX IOJIOBBIX BHYTPECHHHX TTOJIOBBIX OPTaHOB
TECTOCTEPOHA OpraHoOB - HU3KOPOCIIOCTh

CTaH)IapTHOC IMUTOTCHETHIECCKOC UCCJIICA0OBaAHHUE

Jul Ll Jsil

BapuaHThl KapuOTHUIIOB, TPeOYyIoLINe JabHelilero TecTupoBanus reia SRY

45X

46,XX 46,XX 45,X/46,XX

46,XX

MosiekyJISIpHO-IIMTOreHETHYECKOe CCIIeI0OBaAHUE
(memoo FISH)

2l L2l Jeal

TecTupoBanue Hajiu4uus rena SRY

Ilpumeuanue: cnenyetr coueraTh ykazannyto JHK-mpoGy ¢ JAHK-mpoGoii s
LHEHTpOMEPHI X WU LEJT0N XPOMOCOMBI X.




Pe3yabTaT nipu oTCyTCTBUH B KaproTtune rena SRY: ish Xp22.3(SRY-)

Bo3Mo:kHbBIE pe3yJbTaThl IPU OOHAPY)KEHUHU B KapuoTuie reHa SRY':

1. 'en SRY unentudunmpoBan Ha OAHON U3 XPOMOCOM X:

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

2. I'en SRY unentuduimpoBan Ha 0HOM M3 ayTOCOM (B 3alMCH KapHOTHIIA
PEKOMEHIYETCSI UCIIOJIb30BaTh CUMBOJIBI ? 1 der):

45, X.ish Xp11.1-g11.1(cepX+),der()t(?;Y)(?;p11.3)(SRY+) min
46,XX.ish Xp1l.1-g11.1(cepXx2),der(?)t(?;Y)(?;p11.3)(SRY+)

B manHBIX ciydasx mpoBOaUTCS TOMOMHUTENBHBIN aHanu3 FISH ¢ nenbro
YCTaHOBJICHHSI IPUPOJIBI TIEPECTPOSHHON ayTOCOMHON XPOMOCOMBI

Jsl

AHanu3 MO3au4HOTO CTaTyCa KapruoTHIia 110 XpOMOCOMC X

2. [lanueHTHI, MMeEIOLIHEe MAJTYI0 MAPKEPHYI0 XPOMOCOMY B PeryJsipHOM WJIH
MO3aUYHOM KAPUOTHIIE

I'pynnsl pucka
noarpynmna 1 noarpynna 2
OcHoBHbIE (PEHOTUITUUECKHE TPU3HAKU

- )KEHCKUU TOJI - MY>KCKOM TIOJI
- KJIMHUYECKUE PU3HAKU CUHJIpOMa - KIIMHUYECKUE PU3HAKU CUHJIPOMa
[ITepemeBckoro—TepHepa Knaiindensrepa

CTaH)IapTHOC IHUTOTCHETHIECCKOC UCCIICA0OBaAHHUE

Jul Jail

Bo3Mo:kHbIE BApHAHTHI KAPUOTHUIIOB

46,X,+mar 47 XY ,+mar
46,X,+mar/46,XX 47,XY,tmar/47,XXY
45,X/46,X,+mar 47,XY,tmar/46,XY

MoJieKyJISIpHO-UMTOTeHETHYECKOe MCC/IeIOBAHUE
(memoo FISH)
1.2 2.2
v v
TecTupoBaHue HATUYHUSA HEHTPOMEPbI XPOMOCOMBbI X MJIM MaTepuasa
XpoMocomMbl X
PesynbpTaT mpu 0OHapyKEHUU B COCTaBE MAPKEPHOU XPOMOCOMBI:
neHTpoMepbl xpomocombl X ish der(X)(DXZ1+)
matepuania xpomocombl X ish der(X)(wcpX+)

dsl




AHaJIN3 MO3aMYHOT0 CTaTyca KapuoTHIIa Mo XpoMocome X

3. IManmeHTBI ¢ KJIHMHUYECKH TNpeANoJaraeMbiM pelecCMBHbBIM  X-
CIeIVIEHHBIM UXTHO30M H YJIEHbI HX ceMeil

prrma PHCKa: NAINECHTBI MY7KCKOI'0 I10J1a C IIPOSABJACHUSIMUA UXTHO3A

OcHoBHbIE (PEHOTUTTUIECKIE TPU3HAKH

- CYXOCTbh KOXKH, IICITYIIICHHEC

- Ha JIUIIE, TYJIOBHIIE, KOHEUHOCTSIX TEMHO-CEPhIe MHOTOYTOJIbHBIC YSITYHKH
- JaJIOHH U CTOTIBI YUCTHIC

- HEJIOCTaTOYHOCTh CTEPOUIHOM cynbdaTtasel C

- KpUIITOPXU3M (PEIKO)

- 3aJIeprKKa IICHXOPEUYEBOr0 Pa3BUTHUsA/YMCTBEHHAS OTCTAIOCTh (PEIKO)

- HU3KOPOCJIOCTh (PENIKO)

CTaHHapTHOC HIUTOI€CHETHYIECCKOEC HCCJICA0OBAHUC

J L

Bo3MoskHbIEe BApHAHTHI KAPUOTHIIOB

noarpynmna 1 noarpymnma 2

46,Y,der(X)?t(X;Y)(p22;q12)
46,Y,der(X)?t(X;Y)(p22;911.2)

46,XY

4L

Hoarpynmna 1

MosiekyIsSIpHO-IIMTOTeHeTHYEeCKOe ucciienoBanue (vemoo FISH):
TeCTUPOBAHUE HAJIUYMS reHa STS

Pe3yabTat nipu oTCyTCTBUM enenuu | Pe3yabTat npu 0OHapy)KeHUU JeeIun
rera STS: ish Xp22.3(STS+) rera STS: ish del(X)(p22.3p22.3)(STS-)

JL

TecTupoBanue C nomoubio cyoresomepnoii IHK-npoosI
p-m1e4ya XxpoMocombl X

PesynbTaT npu HAIMYMK CUTHAJA:
ish del(X)(p22.3p22.3)(subtelXp+) — uHTepcTHIMATBHAS ACTCIIHS

Pe3ynbTar mpu OTCYTCTBUU CHTHANA:

ish del(X)(p22.3)(subtelXp-) — TepMunaibHas nenenuns

Hynnucomus o yuactky Xpter—p22.3

LlononnumenvHuvle penomunuueckue NPUHAKU y NAYUEHmMo8 — YMCMEEHHAs

omemailocnb U HU3KOPOCI0CNlb



O0cJsienoBaHMe KPOBHBIX POJACTBEHHUKOB NPo0aHaa
C YCTAHOBJICHHBIM X-CHeIUIEHHBIM HXTHO30M

MousiekyJIIpHO-IMTOTeHeTHYECKOE HcciienoBanHue (vemoo FISH)

1. O0cieoBaHue MaTepu HA TeTEPO3UTOTHOE HOCUTEIBCTBO JieIelMi FeHa
STS
Tectuposanue ¢ nomoripio JJHK-npoOs1 Ha ren STS:
ish Xp22.3(STSx2)
OTCYTCTBHE JIeJIEIUK — criopaanyeckas ¢popma 3abosieBaHus y mpodanaa
TectupoBanue ¢ nomoipio JIHK-npo6st Ha ren STS u
cyorenomeproi JIHK-tipoObI p-mtedya XpoMoCOMBbI X:
ish del(X)(p22.3p22.3)(subtelXp+,STS-)
HAJIMYKUE UHTEPCTUIIUATBHON JIeTeIIMN Ha OJJHOM U3 XpOMOCOM X—>
yHaclieloBaHHas (popma 3abosieBaHus y mpoOaHa
ish del(X)(p22.3)(subtelXp-,STS-)
HAJIMYME TEPMUHATBHOM JICJICIIMU HA OJJHOM U3 XPOMOCOM X— yHACII€IOBaHHAS
(dopma 3aboseBaHus y mpodaHaa

2. O0csenoBanue aeaa Wik 0a0ymky npodaHaa no MAaTePUHCKON JIUHUN
TectupoBanue ¢ momonpio JIHK-npo6sr Ha ren STS:
ish del(X)(p22.3p22.3)(STS-)

HaJlnyue Jeeun — yHaciaeaoBanHas ¢popma 3a00seBanus y npodaHaa

3. [Ipu ynacnenoBanHoi popme 3a001€BaHUS B CEMbE PEKOMEHI0BAHO
oOcneoBaHNe POAHBIX CeCTep U OpaTheB (MPU HAMMYUU CIICU(PHUIECKIX
KIIMHUYECKUX TIPOSIBJICHUI) MaTepH nMpobana

Ioarpynmna 2

MoJiekyJISIpHO-IIUTOTreHeTHYECKoe HccaeaoBanue (vemoo FISH):
TeCTHpPOBaHUe HAJu4us rena STS

Pe3yabTat nipu oTCyTCTBUM enienuu | Pe3yabTat npu 0OHapy)KeHUU JIeeIun
rena STS: ish Xp22.3(STS+) rena STS: ish der(X)(STS-)

XL

TecrupoBanue ¢ nomombo JJTHK-npo0bI rerepoxpomatuna (-njeda
XpOMOCOMBI Y

Pe3ynbpTaT npu HAIMYUU CUTHAJIA!

ish der(X)t(X;Y)(p22.3;q12)(DYZ3+),Yql2(DYZ3+) — Hy/mIMcOMUS TI0 Y4aCTKY
Xpter—p22.3

ish der(X)t(X;Y)(p22.3;q11.2)(DYZ3+),Yq12(DYZ3+) — nymumcomus 1o
yqacTky Xpter—p22.3 u yacTuyHasi AUCOMHUS IO CErMeHTy Y (12
JononnumenvHuvle penomunuueckue NPUHAKU y NAYUEHMO8 — YMCMBEHHAS.

oncmalocms U HUSKOPOCJIOCmMb




O0cJsieoBanNe KPOBHBIX POJACTBEHHMKOB NPo0aH/aa
C YCTAHOBJICHHBIM X-CHeIUICHHBIM HXTHO30M

CranaapTHoe HMTOreHETHYECKOe UCCIIeI0OBAHNE
MoJieKyJIsIpHO-IINTOreHeTHYECKoe HccaenoBanne (vemoo FISH)

1. O6cienoBaHue MaTepH HA HAJIMYME ePUBATHBHOMH XPOMOCOMBI X
Tectuposanue ¢ nomomibio JJHK-npoOst Ha ren STS u JTHK-tipo651
reTepoXpoMaTrHa (-1jIeya XpOMOCOMBI Y

46,X,der(X)t(X;Y)(p22.3;911.2).ish der(X)t(X;Y)(p22.3;911.2)(DYZ3+,STS-) uiu
46,X,der(X)t(X;Y)(p22.3;912).ish der(X)t(X;Y)(p22.3;q12)(DYZ3+,STS-)

VY matepu npobanna B kaproturie MoHocoMus Xpter—p22.3:

— 50% puUCK poKIEeHUS] MAJIbYMKA C YMCTBEHHON OTCTAJIOCTHIO,

— 50% nodepeii OyIyT UMETh B KAPUOTHUIIE MOHOCOMMUIO yuacTka Xpter—p22.3
(nepuBatuBHasi XxpomocoMa X)

2.1. O6ceqoBaHue e1a MO0 MATEPUHCKON JUHUM HA HAJTHYHE
c0aJIAHCMPOBAHHOM PEeUMIIPOKHON TPAHCIOKAIIUN MEXKAY XpoMocoMamMu X H
Y

TectupoBanue ¢ nomoibto JJTHK-ipoOst Ha ren STS u JIHK-npo6b1
reTepoxpoMaTuHa

g-1ieda XpoMocoMsl Y.

[Ipu OTCYTCTBUYU PEIUITPOKHON TPAHCIOKAIUY B KAPUOTHUIIE — AaHOMAJIHS BO3HUKIIA
CHIOPAIMYECKU B TAMETE

[Ipn yCcTaHOBIIEHHH HOCUTENIBCTBA PEUUNIPOKHON TPAHCIOKALIUU:
46,1(X;Y)(p22.3;912).ish t(X;Y)(p22.3;912)(DYZ3+,STS-;DYZ3+,STS+)

— Bce J0UepH OyAyT UMETh B KAPHOTHUIIE MOHOCOMHUIO ydacTka Xpter—p22.3
(nepuBatuBHasi XxpoMocoMa X)

— BCE€ CHIHOBBS OYIyT UMETh B KAPUOTHIIE TMCOMUIO ydacTka Xpter—p22.3
(mepuBatuBHas xpomocoma Y)

46,1(X;Y)(p22.3;911.2).ish t(X;Y)(p22.3;911.2)(DY Z3+,STS-;STS+,DYZ3-)
— BCE JJouepu OyJyT UMETh B KAPHOTHUIIE MOHOCOMUIO ydacTka Xpter—p22.3
(nepuBatuBHasi XxpomocoMa X)

— BCE€ CHIHOBBS OYIyT UMETh B KAPUOTHIIE TUCOMUIO ydacTka Xpter—p22.3 u
JaCTHYHYIO Jiesenuio cermenTa Y(11.2 (nepuBaruBHas xpomocoma Y)

2.2. ObcsienoBanme 6a0ymiky Npodana Mo MaTepUHCKOI JUHUH HA
reTepo3uroTHOE HOCUTENILCTBO HepuBaTHBHOM XpoMocombl der(X)t(X;Y)

3. [Ipu ynacnenoBanHoi Gopme 3a0051€BaHUS B CEMbE PEKOMEHOBAHO
o0cneoBaHNe POAHBIX CeCTep U OpaTheB (MPU HATUYUH CTIELIUPUIECKUX
KJIIMHUYECKHUX MPOSIBJICHUI) MaTepu mpobanaa

4. ITaumMeHTHI CO CTPYKTYPHBIMH AHOMAJTMAMH XPOMOCOMBbI X

I'pynna pucka: naumeHTsl }KeHCKOr0 MoJ1a

OcHOBHBIE PEHOTUNTHYECKHE MPU3HAKU

- HU3KOPOCJIOCTh UJIKN BEICOKOPOCIOCTDh
- HAPYIICHUC ITIOJIOBOT'O PA3BUTHA




- HapyllIeHUEe PEenpoayKTUBHON (DYHKIIMU
- BO3MOJKHBI IPYTHE BPOXKJICHHBIC TOPOKHU PA3BUTHS

CTaHuaanoe HIUTOICHETHYECCKOEC HCCJIEA0OBAHUE

Jil

Hau6os1ee pacnpocTpaHeHHbIe BADHAHTHI KAPHOTHUIIOB

noarpynma 1 noarpynmna 2
46,X,1(X) 46,X,i(X)(q10) 46,X,i(X)(p10)
46,X,r(X)/46,X 46,X,i(X)(q10)/46,X 46,X,i(X)(p10)/46,X
X X X
45,X/46,X,1(X) 45,X/46,X,i(X)(q10) 45,X/46,X,i(X)(p10)

MoustekyJISIpHO-IMTOTeHETHYECKOE HcciienoBanHue (vemoo FISH)

2l L2zl

TecTupoBaHue HAIMYUA HEHTPOMEPbI XPOMOCOMBI X

BapuaHTsl nepecTpoek XpoMOCOMbI X MOCJIE YTOUHEHUS CTPOCHUS

ish r(X)(DXZ1+) - ish i(X)(p10)(DXZ1+) — uzoxpomocoma X 1o p-Ijieqy
OIMHAPHOC KOJIBLIO ish 1(X)(q10)(DXZ1+) — uzoxpomocoma X 10 (-1ieqy
ish r(X)(DXZ1++) = | ish idic(X)(q11.2)(DXZ1++) — u30auueHTpHYECKas
JIBOMHOE KOJIBLIO xpomocoMa X 1o p-Iieuy
ish idic(X)(p11.2)(DXZ1++) — uzoauieHTprUECKas
xpomocoMa X 1o g-1ieqy

MNEPEYEHb BO3MOXHBIX OCJOXHEHWH WJIH OHNIMBOK IIPH
BBIINIOJTHEHUU U ITYTU UX YCTPAHEHUA

[Tpu BeIMONTHEHUH (DIIyOpECIICHTHOM IN Situ THOpUAM3aIH:

1. lns  cokpamieHuss KOJMYECTBA AaKTOB TIHOpUAM3ALUN  PEKOMEHAYEeTCs
UCIOJIb30BaTh «KoKkTehm» JJHK-mpo0, T. . komOunnpoBanue paznuuabix JJHK-mipo6.

2. Ecnu B coctaB ucnons3yeMbix Jokyc-crnenuduieckux JJHK-npod He Bxomsar
«KOHTPOJIbHBIE» YYaCTKH, HEOOXOJUMO BHOCHUTh WX B CMECh JOIMOJHUTEIBHO. [l
aJIeKBaTHOW OIECHKM HaJIM4YUs/OTCYTCTBUS TECTUPYEMOM «KPHUTHYECKOMI» 00JacTH,
conepxkaien TeHsl SRY u STS, B «kokrene» JIHK-poO momkeH ObITh MCHOJIB30BAH
«KOHTPOJIbHBIN CErMEHT (byopecuieHTHBIM CUTHAN), MTO3BOJISIOIIU I
UACHTU(DUIIPOBATH XPOMOCOMY X.

3. JHK-mpoba 1151 «KpUTHYECKOT0» PErMoHa XpPOMOCOMBI JOJIKHA OBbITh
nomMeyveHa (pryopoxpomMomM, UMEIOIIUM OTJIIMYHBINA OT «KOHTPOJIBHOT0)» CUTHAJIA CIEKTP
CBEUYECHMUSI.

4. He pomyckaercsi komOunupoBanHoe npuMenenue [IHK-npo® onmnakoBoro
CIIEKTpa CBEUECHUSI.

5. KomOunupoBanHoe nmnpuMeHenue AByx WM Heckoibkux JIHK-mpoG
OJIHOBPEMEHHO TpeOyeT mnepepacuera KOHEYHOW KoHueHTpauu kaxaoil JJHK-mpoosr,



B35ITOM B COCTaB «KOKTEUJISD) COTVIACHO PEKOMEHAALUSAM MPOU3BOAUTES.

6. Ilpu orcyrcTBUM Ha mpemnapare rudpuanzauuu payopecueHtHor JTHK-mipo6s
(OTCyTCTBHE YETKOTO (PIyOpPECHIEHTHOTO CUTHANa) CJEIyeT W3MEHUTh TEMIIEpaTrypy
nenarypauuu JHK-mpoGel nubo Temmeparypy AeHaTypaluy Ipernapata XpOMOCOM.
Temnepatypa noadoupaeTcsi 3KCIEPUMEHTAIBHO.

IIpu nHTEpIIpETAlIMU OJIYYEHHBIX PE3YyJIbTATOB:

1. OrcyrcTBHE MUKpoAenenuu reHa STS y nalnueHTa ¢ KIMHUYECKUM JTMarHo30M
X-CIETUIEHHBI MXTHO3 UCKIYAET XPOMOCOMHYIO 3THOJIOTHIO JJAaHHOTO 3a00JI€BaHUS.
B nanbHeliem 715 TAKMX MAIMEHTOB TpeOyeTcs ncciaeloBaHue MyTaluil B rene STS.

2. [Ins wuaeHTU(DUKAIIMK TPOUCXOXKICHUS MaJloil MapKepHOM XPOMOCOMBI B
kapuotune 46,X,+mar pekoMeHayeTcs HCIOoNb30BaTh «KokTeinb» u3 JIHK-mpo® Ha
HEeHTpoMepbl XpoMocoM X M Y C LEIbI0 YCTAHOBJIEHHUS STHOJIOTMH aHOMAJIBHOM
TOHOCOMBI B OJJHOM aKTe rudpuausanuu. B ciydae ecnu Manas MapKepHas XpoMocoma
HE SBISETCS TOHOCOMOW, TpeOyeTcsl NajpHEHIIee MOJIEKYIISIPHO-IUTONEHETHUECKOE
UCCIICIOBAHUE JIJIs1 YCTAHOBIICHHS €€ ayTOCOMHOU IIPUPOJIBI.



