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3VMHSS IIIKOJIA 10 IIUTOreHOMUKeE

Hagasie 2000-x TOJ10B BO3MOXKHO-

CTH KJIaCCHYECKOW U MOJEKYIAp-

HOM LIMUTOTCHETHKH B H3YUYCHHH
XPOMOCOMHBIX aHOMAJIHMH y YeloBeKa
OBITM CYIIECTBEHHO PACIIMPEHBI 1O-
SBUBIIUMHUCS TEXHOJOTHSIMHU TEHOM-
HOTO aHayiu3a. Mcmoiap30BaHHE XPO-
MOCOMHOTO MHUKPOMAaTPUYHOTO aHAJIH-
3a, pa3IMYHbIX MOAU(DHKAIMH METOIOB
CEKBEHHPOBAHMS HOBOTO ITOKOJICHHS
1 3axBaTa KOH(OpManuu XpomaTuHa,
ONTHUYECKOTO KapTHPOBAHUS IeHOMaA
03HAMEHOBAJIO Hadajo HOBOTO, LIUTO-
TeHOMHOTO MEPHOAa B Pa3BUTHH IU-
toreHeTuku. OObeAUHEHNE IUTOTE-
HETHYECKUX U T€HOMHBIX TEXHOJIOTUH
OTKPBUIO TEPCHEKTUBBI B AUATHOCTHU-
K€ CIIOKHBIX CIIy9aeB XPOMOCOMHOTO
nucbananca. OOCYXICHUIO 3TUX CO-
BPEMEHHBIX TPEHAOB OblIa MOCBSIIE-
Ha 3WMHAA LIKOJA 1O ITUTOI€HOMHUKE,
npomenmas 25-29 Hoa6ps 2024 r. B
Tomcke.

MeponpusiTie ObUIO OpPraHU30BaHO
HUN menunuHckoil reHeTuku Tom-
cxkoro HUMII u mocesimmieHo mamsTu
wineHa-koppecnonaenta PAMH, mpo-
¢deccopa Cepres AuapeeBuua Hasza-
PEHKO — OCHOBATeNs U MEPBOTO PyKO-
BOJUTENS 1a00OPaTOPHH [IUTOTCHETUKU
B IaHHOM HHCTHTYTE, a TAaKXKe IIPUYPO-
YeHO K 25-1eTHio Kadeapbl MeTUIINH-
ckoit reneTukn CHOMpPCKOTO rocynap-
CTBEHHOTO MEIUIIMHCKOTO YHHBEPCHU-
tera. C JeKUUAMU AN CIymIaTeneit
[IkoJBI BRICTYIHIIN POCCHICKHE U 3a-
pyOEKHBIC CICIHAAIUCTHI B 00IaCTH
KIMHAYECKOHN ITUTOTEHETUKU U LINTOTe-
nomuku: H.b. Py6uos (HoBocubupck),
W.H. Jle6ener (Tomck), H.B. Illunosa
(Mockga), B.b. Yepnarix (Mocksa),
B.C. ®umman (HoBocubupck), T. JIup
(I'epmanmst), M. 3amanu-Octexu (Hu-
nepnansl), I1. JTu (CILIA), . Bepmum
(benprus). CocTosnuchk MacTep-KIacchl
0 XPOMOCOMHOMY MHKPOMATPUYIHO-
My aHamuzy (XMA), prayopecueHTHOM
in situ rubpuguzanuu (FISH), komnye-
crBeHHol I[P B pexxume peanbHOro
BPEMEHH, a TAaK)Xe MO KIMHHYECKOM
HHTEpIpeTanuu pe3yapraTroB XMA.
B pamxax IlIkonsl ObIT OpraHU30BaH

KOHKYPC IOKJIaJ0B MOJIOJABIX YUCHBIX, YHACTHUKH KOTOPOT'O 1
HX KOJIJIETH MMOJIYYHJIN BOBMOXXHOCTD IMTPECACTAaBUTHh MAaTCpHaJIbl
CBOMX HCCIIEAOBAaHUN Ha CTPAHHUIAX 3TOTO HOMEpa KypHaa
B pyOpuke «MenuIHcKas IUTOTCHOMUKA.

OtkpriBaeT HOMep cTarbs B.I1. [Tymkapésa ¢ coaBTopamu
«MoneKkyIsIpHO-TeHETHYECKOE MCCIICAOBAaHUE TPUILUIOUINN
M IIY3BIPHOTO 3aHOCA NP HECBbIHAIIIMBAHUN 6epeMeHHOCTI/IZ
ananu3 10000 mocaenoBaTenbHBIX caydaeBy. [Ipu nuzyuennn
3HAYUTEIBHOM BEIOOPKHU CIIOHTAHHBIX A0OPTYCOB C IIOMOIIBIO
KonnuecTBeHHOH (uryopecuentHoi [TLIP Obuta onpenenena
4acToTa MOJIHOTO MY3BIPHOTO 3aHOCa, 00yCIOBIEHHOTO d(-
(beKTaMI/I TCHOMHOI'O UMITPUHTHUHTA BCJICACTBUC aHOMAaJIbHOU
KOM6I/IH3.LII/II/I POAUTEIBCKUX TallJIONIHBIX TCHOMOB B 3UTOTEC —
JIBa OTIIOBCKUX I'€HOMA IPHU OTCYTCTBUH MAaTCPUHCKOT'O. Omna
cocrasmia 0.11 % u oka3anach GiU3Ka SMHIEMHOIOTMIECKUM
JIAHHBIM, XapaKTEPHBIM JJIs1 €BPONCHCKUX MOIMYJISILIUM.

B cratpe A.C. SIkoBneBoii ¢ KoJleraMu pacCMOTPEH Iia-
IMUECHT C COYCTAaHNEM HU3KOYPOBHEBOT'O MO3anIiu3Ma 110 Tpu-
COMHH XPOMOCOMBI 9 ¥ OTHOPOAUTEIBCKOM IMCOMHH 110 3TON
xe xpomocome. [Ipumenenne komounanmn XMA n FISH
MIO3BOJIMJIO IETAIBHO ONKCATh MO3aWYHbIN KapUOTHUII U TIPO-
JACMOHCTPUPOBATH, YTO TAKOC COYETAHUEC XPOMOCOMHBIX aHO-
MaJIui SIBJISIETCS CJICACTBUEM MMOCT3UTOTHYECKOMN KOPpPEKIHHU
TPUCOMUH. HpHMeaneano, YTO TPUCOMUA B 3BUTOTEC BOSHUKIIA
BCJICICTBHC OI_HI/I6KI/I BTOPOTO MEHOTHYECKOTO JCJICHUA, HA YTO
YKa3bIBacT 4€EPCAOBAHUE YIACTKOB U30- U TETEPOANCOMUHU ITPU
OJIHOPOJUTEIBCKON TUCOMUU.

B pabote A.D. KombiToBOI ¢ coaBTOpamMu 00CYyKIaeTcs
CeMEHHBIN ciy4ail TymiIuKanuy XxpoMocomsl Xq28. O6macts
BBISIBJICHHOM IIEPECTPOMKHU [IEPEKPHIBAETCS ¢ PETHOHOM CHH-
JpoMa ryruiakanui Xq28. OHaKo OicaHHbIC Ba Opara 1 uxX
MaThb UMCHOT pezumﬁ, HEKJIACCUYECKUHI BapyuaHT OyTUIMKalu.
Nmenno IIO3TOMY HMCIIOJB30BAHUC NMPUHATBHIX aJITOPUTMOB
Knaccnquauym KJIMHUYECKON 3HAYMMOCTH AYyTIIJIUKaluu
oTIperieNseT ee Kak BApHaHT HESICHOTO KIIMHUYECKOTO 3Ha4e-
Hus. Bmecre ¢ TEM, YUHUTBIBad aCUMMETPUYHYIO HHAKTUBAIUIO
X-XpOMOCOMBI Y MaTepy — HOCUTEIBHHUIIBI TYTUTHKAIINHN 0e3
MIPU3HAKOB 3a00JI€BaHNs, AaBTOPBI APTYMEHTHPOBAHHO MPE-
JlararoT paccMaTpHBaTh JaHHbIA BAPUAHT KaK MATOMCHHBIH.

Cnyuail “HTEpCTUIIMANBHON nenenun 6p22.3-p24.3 y
MOHO3UTOTHBIX OJIM3HEIOB U3 SIKyTHH ¢ Tpy0Oii 3a1epKKOii
[ICUXO-PEYEBOT0 PA3BUTHUSA, YMCTBEHHON OTCTAJIOCTBIO U
BPOXJICHHBIMH ITOPOKaMH PA3BUTHUA MPEACTABIICH B CTAaThE
I'’JI. MockBuTHHa ¢ Kojuleramu. B uccienoBaHud noadep-
KHBaeTCs BAXHOCTh XMA 1151 TMarHOCTUKH XPOMOCOMHOTO
3a007eBaHus, a TAKXKe 00CY)KIAI0TCS CI0KHOCTH B yCTaHOB-
JICHUH T'eHO-(EHOTHITNYECKUX KOPPEISLIHUA.

Crarbss M.M. AHTOHOBO# C COaBTOPaMH ITOCBSIIIIEHA H3y4e-
HHUIO 0COOCHHOCTEH MEHOTHYECKOM Cerperaluy mapaueHTpH-
4yeckoi HHBepcuu XxpomocoMbl 7 —inv(7)(q11.23q22), ogHoii
13 HamOoJee 4acThIX B Kapuorture dyenoeka. FISH-anamm3
CIepMAaTO30H/I0B Y HOCHUTENS WHBEPCUHU TIO3BOJIMI YCTAHO-



BUTH NPEHMYIIECTBEHHOE U MPAKTHYECKH PAaBHOBEPOSTHOE
(hopMHupoBaHUE TaMeT ¢ WHBEPTUPOBAHHON WM WHTAKTHOU
XpoMocoMoii 7. PeKOMOMHAHTHBIE XPOMOCOMBI OTMEUEHBI B
0.7 % ramer, moaTBepkaas (pakT HANMUMSA KPOCCHHTOBEPA B
MHBEPCUOHHOM IeTIIe.

Haxonen, B ctarbe A.B. Bo3uioBoii ¢ coaBropamu npenu-
CTaBJIEHO HAOIIONEHNE 3a cerperanueil coanmaHCHpOBaHHON
Tpanciokanun t(3;10)(p25;pl5) y cemu 4ieHOB ceMbH B
mpezenax Tpex mokoneHuil. CTpyKkTypa XpoMOCOMHOM Tepe-
CTPOMKH U IPOLYKTOB €€ MEHOTUUECKON Cerperaln, BKIO-
yasi HecOaJIaHCHPOBAHHBIC TPAHCIOKAIUH, NCCIIE0BAHA C
nomoublo XMA U CEeKBEHMPOBAHMSI KIMHUUYECKOTO 9K30Ma.
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OO6cy)kaaroTcss MeXaHU3MBl (OPMUPOBAHHSA M OCOOCHHOCTH
KIIMHUYECKOTO TPOSIBICHNUS CETMEHTHBIX AHEYIJIOUINH B
TePMUHAIBHBIX paifoHax xpomocom 3 u 10.

[IpencraBnennsie B pyopuke «MenuIMHCKas [IUTOTEHO-
MHKa» CTAaThbH PACKPBIBAIOT MOTEHIIMATI COBPEMEHHBIX IH-
TOTEHOMHBIX TEXHOJIOTHH B XapaKTEPUCTUKE XPOMOCOMHOTO
nqucbananca MPH XPOMOCOMHEIX 3a00JIeBaHHUAX M HapyIe-
HUSIX PETIPOYKIINH y YeTIOBeKa. BakHO OTMETHTB, UTO JaH-
HBIE TEXHOJIOTUH SIBIISIOTCS OCTYITHBIMU B OTEYECTBEHHBIX
Hay4YHO-HCCIIEIOBATEIbCKUX LEHTPAX, MPEACTaBUBIINX pe-
3yJbTaThl CBOMX MCCIIEA0BAHUN Ha 3UMHEH IIKOJIE MO IIUTO-
TEHOMHUKE.
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