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JOCTUXEHHUA U ITEPCIIEKTHUBBI PA3BUTUSA
HOBOM JJABOPATOPUM MEJAIIMHCKOMN [IUTOTEHETUKHA
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AHO «l]enmp Hobix MeQuyuHCcKUx mexuonoeuul ¢ Axaoemeopookey
u 2HUncmumym xumuueckou ouonocuu u gynoamenmanvrou meouyunol CO PAH, Hosocubupck,
banexmponnsitl adpec: tatyana@cnmt.ru

XpOMOCOMHEIE aHOMAJINH 3aHUMAIOT CYIIECTBEHHOE MECTO B CTPYKTYpE BPOXKACHHOM M HACIIEICTBEHHOI
MIaTOJIOTHH 4eloBeKa. [1oTpeGHOCTh B IMTOTCHETHYECKUX MCCICIOBAHHUSIX BO3pAcTaeT, MOITOMY B sHBape
2011 r. B UXB®M CO PAH 6511a oprann3oBana quToreHeTHIecKas 1aboparopust. 3a 1 rog u 8 Mec B Hell ObI-
1o obcrenoBano Ooinee 450 yenosek (B 21 cirydae npoBesieHa npeHaranbHas nuarnoctuka (I1/1)) u BesiBiIeHO
34 cimyyas xpomocomHoi# marosoruu (XII). [IpoBoxumas B 1abopaTopuu JUArHOCTHKA MO3BOJISIET MOJ00paTh
CHMIITOMaTHYecKoe JieueHne A1t 6onpHbIX ¢ X1, mpexoTBpaTtuTh poskaeHue pedenka c Tsokenon XI1 u mmanu-
poBaTh cemblo. B mepcriektuBe mranupyetcs passutue I1/] (aMHHOIIEHTE3) U BHEAPEHHE MOJICKYISIPHO-IIUTO-

TCHECTHYCCKUX MCTOO0B.

KnoueBrie cnoBa: MpeHaTaJIbHAsA TUarHOCTUKA, KAPUOTHUII, XPOMOCOMBI YE€JIOBEKA, HUTOTCHETUYECKOE

HUCCIICIOBAHUC.

[Ipunsateie cokpameHus: MBIIP — MHOXeCTBEHHbIE BPOXKJCHHbIC IOpOKH pa3utus, [/ — mpe-
HatanbHas quarnoctuka, [[HMT — LlenTp HOBbIX MeIMIMHCKUX TexHoI0ruid, XI1 — XpomMocoMHas matoJiorusi.

Yucno OonbHBIX ¢ XpoMocoMHOH marosoruedt (XII) B
Poccun cocraBnser okxono 400 000 uenmoBek, W KaKJIbIH
200-i1 HoBopoxkneHubi umeer XII (bapanos, Ky3snerona,
2007). Kak mpaBmiio, XpOMOCOMHBIE 0OJIE3HU MPOTEKAIOT TS~
JKEJI0, HEPEJIKO TPUBOAAT K MHBAIUAHOCTH, @ MHOT/IA U K PaH-
Heil rubenn 60sbHBIX. [103TOMY Tak BaXKHBI MX AMArHOCTHKA
n npodunakruka. Kak mssectno, XII siBisiercss oxHON u3
NPUYUH HapyILICHHS HOPMaJIbHOTO BHYTPHYTPOOHOTO pa3BH-
tud. Iloncuurano, uro cpeau MBIIP ynensHblll Bec Xpomo-
coMHBIX Oomnesneil moxker mocturate 51 % (Jlasrok, 1991).
Crenyer oTMETHTD, YTO OOJIBIIMHCTBO XPOMOCOMHBIX aHOMa-
JIMH COTIPOBOYK/IAETCSl YMCTBEHHON OTCTAIOCTHIO U TOPOKAMH
pa3BUTHS, MO3TOMY HEOOXOJMMO Ppa3BUTHE NPEHATAILHOM
IIUTOr€HETHYECKONW TUArHOCTUKH.

MaTepna.n U METOAMKA

[IpuroToBnenne mpenapaToB XpOMOCOM M3 JIMM(OIUTOB
nepudepudeckoil KpoBU U U3 BopcuH xopruona, GTG-okpa-
MIMBAaHWE XPOMOCOM IPOBOJMIIN 110 CTAHIAPTHBIM METOJIH-
kaM (bapanos, Ky3nernona, 2007). XpoMocoMBl aHaIU3UPO-
BaJIM C MOMOIIBIO cBeToBOro Mukpockona OLIMPUS CX41,
JUISL PETUCTPALIUH N300paKEeHHs UCTIONB30BANIN BHICOKaMEPy
u mporpammHoe obecnieuenme BuneoTecT-Kapuo 3.1 ¢pupmer
00O BuneoTecT (Canxr-IlerepOypr).

PesynbTatel n o0cy:kaeHue

[Mutorenetnueckas nadoparopust [THMT Owina opranu-
30BaHa M Haudaja cBoro paboty B stHBape 2011 r. K aBrycty
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2012 r. Obw10 crenaHo 457 HUTOreHETHYECKUX HCCIIENOBa-
HUi. B Tabmuue npencraBiieHO KOJMYECTBO CIIy4aeB BBISB-
JIeHHOoi matonoruu. M3 16 ciydaeB maTojoruu, BBIIBICHHON
MIPU UCCIIEJIOBAaHUH TEepUPEPHUUECKON KPOBH, 5 COCTaBIIsIA
yuciieHHas natojorus, 11 — crpykrypHas. U3 cTpyKTypHBIX
QHOMAJIMH CaMBIMHA MHOTOYHCIICHHBIMH OBIITH TPAHCIOKAIINH
(poOEpTCOHOBCKHE M PEIUIIPOKHEBIC) — 5 CIIy4aeB.
OtMeTHM, uTO coTpyaHukam naboparopun [IHMT yna-
JIOCh JIOOUTBCS CaMbIX KpaTkux B HoBocHOMpPCKE CPOKOB BhINa-
9y 3aKaroveHus — 14 cyT, a B ciaydae [1]] — Bcero 2—-5 cyr.
B saBape 2011 r. I1]] B mabopatopun Obl1a mpeacTaBie-
Ha TOJIBKO KOP/IOIEHTE30M (MCCIIEIOBAHHEM XPOMOCOM ILIO-
Jla 1O ITyTIOBUHHOM KPOBH), KOTOPBIH mpoBoantcs Bo II tpu-
Mectpe OepemeHHOCTH. He BBI3bIBAET COMHEHHMH Ba)KHOCTB

KonuyecTBeHHBIH aHAJIU3 NATOJIOT U, BBISIBJEHHBIX
3a nepuoj ¢ suBapst 2011 mo aBrycr 2012 r.

Kounnuecrso
Konnuectso
ﬂHaFHOCTI/IKa o BBIABJICHHBIX
HCCJIICAOBAHUH o
aToJIOruH
HccnenoBanne kapuoTuma (mepu- 401 16 (4)
(epudeckasi KpoBb)
[penaTanbHas TUarHOCTHKA (KOp- 21 1(5)
JIOIIEHTE3, WCCIICIOBAaHUE BOP-
CHH XOpHOHA)
HccnenoBanue BopcuH aboptHOro |35 (pe3ynbTa- 17 (61)
XOpHOHA TUBHBIX — 28)
Bcero 457 34

ITpumeuanmne. B ckobkax yka3aHO KOJIHYECTBO B %.
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Kapuorpamma smOproHa ¢ TpucoMueit XxpoMocoMbl 4 1 TpucoMueii xpomocomsl 7 (kapuotui 48,XX,+4,+7). 3amepiuas 6epeMEeHHOCTb.

nposeaeHus auarnoctuku XI1 B I tpumectpe. OHa no3BossieT
TIPU HEOOXOTMMOCTH TIPEepBaTh OEPEMEHHOCTh Ha PAaHHUX CPO-
kax. [Tosromy B ampene 2011 r. B maboparopuu ObLIO BHEIPE-
HO HCCIIEZIOBAaHWE BOPCHH XOpHOHA (MpoBOIUTCS C 9.5 Hex
OGepeMeHHOCTH). BHOTICHSI BOPCHH OCYIIIECTBISIETCST TpaHcad-
JIOMHUHAIIBHO TTOJT KOHTPOJIEM aliapara yiIbTPa3ByKOBOTO HC-
caenoBanusi. THMT — enuncrBennoe yupexaenue B HoBo-
cuOupcKe, Iie oNepalMoHHast Uil OHOIICHU M J1abopaTopus
Haxo4ATCsa B OJHOM 3J1aHHH. LII/ITOFeHeTI/IK IPUCYTCTBYET B
OIIEpAallMOHHOM U cpa3y OLICHMBAET B3ATbI MaTepuas, 4To
MO3BOJISIET M30EKaTh €ro MOBTOPHOTO 3abopa. JlocTaBka X0-
pHOHA B JTa0OPATOPHUIO 3aHIMAET HECKOIBKO MUHYT, UTO SIB-
JISIETCSl BAYKHBIM (DAKTOPOM ISl pe3yJIbTaTa NCCIIeIOBAHMS.

[Tpu 3amepiueil OepeMEHHOCTH MTPOBOANTCS HCCIIEI0BA-
HHUE BOPCHH abOPTHOTO XOproHa. Panee nmoka3aHo, 4To OKOJIO
35 % crmoHTaHHBIX a0OpTyCcOB mpH cpoke 6—20 Hex UMEIOT
XII (Hassold, Hunt, 2001). Hamu nccnenoBansr 35 aGOpTHBIX
XOPHOHOB, U3 KOTOPHIX B 1 1 BRISIBICH HOPMaIbHBIH KAPHOTHIT
(39 % ot pesynbratuBHBIX Uccnenoanuii), B 17 — XI1 (61 %),
B 7 KapuoTHIl He BbIsBIeH. [laTomorust B 9 ciyyasx mpen-
CTaBJeHa TPUCOMUsAMHU XpomocoMm 8, 13, 15, 21,22 u X, a B
1 cmygae — nBOMHOM TprcoMueit xpomocoMm 4 1 7 (cM. pucy-
HOK), B 2 ciIyd4asgx — pOOEpPTCOHOBCKOM TpaHCIOKamuei
der(13;14), B 2 cmygasix — MoHocomued X, B 1 ciaydae —
TPUILTIOUAMEH, B 2 coydasX — TETPAIIOUJUEH.

B 2013 r. B naboparopuu IIAHUPYETCS BHEIPCHUC aM-
HHUOLICHTE3a — MCCIIEIOBAHUSI XPOMOCOM IJI0J]a B aMHHUOLH-
tax. OHO TIPOBOAUTCS HauWHAs ¢ 17-i Hem OEpeMEeHHOCTH U
SIBIISICTCS CAMBIM 0€30TTaCHBIM BHIOM JTOPOJOBOM JHATHOCTH-

KH. AMHHOIICHTE3 — 00JIee JOPOTOCTOSIIUI METO]] HCCIIEI0-
BaHMsS, YeM OCTaJbHbIC, HO MUPOBasl MPAKTUKa MMOKa3bIBAECT,
yTo Bce BilokeHus B 11/l MHOrokpaTHO OKymnarOTCs 3a CUer
CHIJKEHMS yucia aetei, poxaeHusix ¢ MBIIP, cokpamenus
JETCKOM CMEPTHOCTH W YMCHBIIICHHUS YPOBHS JIETCKOW MHBa-
JUTHOCTH.

Bropoe nepcriekTuBHOE HalpaBlCHHE Pa3BUTHUS JTabopa-
TOPUHU — ITO BHEAPEHUE MOJEKYJSIPHBIX METOJO0B UCCIIEO-
BaHus, B yacTHOCcTH FISH. DTOT MeTO1 MOKHO MCIOJIb30BaTh
JUTA JOAMArHOCTHKH CIOXHBIX cirydaeB XII (HecGamaHcHpo-
BaHHBIX TPAHCIOKAIMH, HEOONBIINX MapKEPHBIX XPOMOCOM,
WHCEPIUHA, TYIUIMKAUUN) W Ui OBICTPOW JUArHOCTHKH Ca-
MBIX PaCIpPOCTPAHCHHBIX aHCYIUIOMIUH y Iioaa. 3BecTHO,
YTO Ha aHeymiouauio xpomocom 13, 18, 21, X u Y mpuxo-
nutcst cBoimie 95 % Beet XI1 y muiona (bapanos, 2011).

Eme oHO mepcrieKTHBHOE HAPaBICHUE MCTIOIB30BAHUS
FISH B mmurorenerndeckoii madboparopun IHMT — nnnnka-
U paIualliOHHOTO BO3ACHUCTBHUS Ha OPTaHU3M 4elloBeka. B
P® ectb 3aK0H, 10 KOTOPOMY JIHIIA, TOTYYUBLINE ONPEEIICH-
HYIO JI03y OOJTyUCHHSI, UIMCIOT MPABO HA 3HAYUTEIILHBIC JIbIOTHL
OHUM U3 CaMbIX Pa3pabOTaHHBIX U 00OOCHOBAHHBIX SIBJISICTCS
METOJ] OIECHKH ITOJTyYeHHOH M03bI OOJIy4YEeHHS MO YacToTe
TPAHCIOKAIMH, BBISIBIIEMBIX B KJIETKAaX IepPH(EPHICCKON
KpoBu c wucnonp3oBanuem FISH (aBrop TtexHomormum —
I'. I1. Caurupena).

ABTOpBI BBIpaXXarT OmaromapHocTh B. B. Illmome 3a
romo1is B opopmiienun crateu u B. I'. MarBeeBoii 3a KoH-
CyJIBTUPOBAHUE.
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ACHIEVEMENT AND PROSPECTS OF THE NEW LABORATORY OF MEDICAL CYTOGENETICS

T. A. Gayner,"-2 O. G. Karimova!-?

I'Center of New Medical Technological in Akademgorodok
and 2 Institute of Chemical Biology and Fundamental Medicine SB RAS, Novosibirsk; e-mail: tatyana@cnmt.ru

Chromosomal abnormalities (CA) represent a significant part in the congenital and hereditary diseases of
man. Because of the high need for cytogenetic analysis in January, 2011 a new cytogenetic laboratory was es-
tablished in ICBFM SB RAS. For | year and 8 months more than 450 people was examined (including 21 cases
with prenatal diagnosis (PD)), and 34 cases of CA was revealed. The diagnostics allows to choose symptomatic
treatment for patients with CA or to prevent the birth of a child with serious CA and to plan a family. Our future
plans 1s to develop of PD (amniocentesis) and to use the methods of molecular cytogenetic.

Kev words: cvtogenetic research. human chromosomes. karvotype. prenatal diagnostics.





