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MpeHaTanbHaA AMarHOCTKa XPOMOCOMHbIX 6osie3Hen B Tomcke 1 TomcKol 06nacTu ABAAETCA HEOTbEMIEMON YaCTbI0 OKa3aHuA
MeLVKO-TeHeTUYECKOM NoMoLLM HaceneHuto. B HAW meguumHckon reHeTuKkn BHeapeHbl 3GPEKTBHbIE METOLbI XPOMOCOMHOIO
aHanM3a nNpakTU4Yeckn Ha loboM cpoke 6epeMeHHOCTN. 3a NocneaHNe NATb NET B KNMHUKO-AMArHOCTUYeCKon nabopatopun npo-
BefeHo 3503 npeHaTanbHbIX LUTOreHeTUYeCKNX NCccnefoBaHna, XpOMOCOMHaA natonorna soiasneHa B 300 cnyyasx (8,5%). Han-
60nbLUNIA MPOLEHT XPOMOCOMHO NaTONOrMM OTMEUeEH B rpyrnne 6epeMeHHbIX Nocsie NPOXoXKAeHNA BUOXMMNYECKOrO CKPYHUHIA
1 TpumecTtpa — 11,5%. Mpwn cTaHAAPTHOM LIUTOreHETUYECKOM UCCIefOBaHNM NCK0YaeTCA HOCUTENbCTBO aHeYMIoNANIN 1 NOu-
NAOUANIA, aHOMANNI CTPYKTYPbl XPOMOCOM, OAHAKO MUKPOCTPYKTYPHble NepecTporKM XPOMOCOM YaCTO OCTalOTCA He BblABMEH-
HbIMU. TONbKO NpUMeHeHVEe KOMMIEKCHOTO MOJIEKYNAPHO-LIMTOreHeTMYeCcKoro obciefoBaHNA NO3BONAET UCKIOYNTb XPOMOCOM-
HYI0 MaTONOMNIO0 C MaKCMMasbHON BEPOATHOCTbIO.
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Prenatal diagnosis of chromosomal diseases in Tomsk and the Tomsk region is an integral part of the medical care. In the Research
Institute of Medical Genetics of Tomsk National Research Medical Center effective methods for chromosomal analysis at almost
any gestational age are widely used. In the past five years, 3503 prenatal cytogenetic studies have been carried out and 300 cases
(8,5%) of chromosomal abnormalities were detected. The highest percentage of chromosomal pathology (11,5%) was found in
pregnant women within first trimester biochemical screening. A standard cytogenetic studying allows eliminates aneuploidy and
polyploidy, structural anomalies, especially if they disrupt the morphology of chromosomes, but submicroscopic chromosomal
abnormalities often remains not identified. Using of complex molecular cytogenetic technologies allows to exclude chromosomal
pathology with the maximum probability.
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peHaTanbHas auarHoctrka (I11) XpoOMOCOMHBIX

Oosie3Hel — BaXHBIN pas3nen MeIUuKO-reHeThye-

CKoli momoIu HacesneHuo. CorlracHO CTaTUCTH-
Ke, B Poccnu Ha KaxXmylo THICSIUY €3KETOMHO POXKIACTCS
40—50 neTeit ¢ HACIEACTBEHHBIMU OOJIE3HIMMU, ITIPU STOM
XPOMOCOMHBIE CMHIPOMBI 3aHMMaloT okosio 1% [1]. UmeH-
Ho 1toaToMy [1JI HampaBieHa Ha TIpeayIpeXIeHUE POXK-
NIEHUS IETEH C TSIKEJIOM XPOMOCOMHOM U MOHOTEHHOM Ma-
TOJIOTUEH.

B Tomcke nuroreHerndeckas 11 6eper cBoe Hauaso ¢
1987 1., Korma B KJIMHUKO-IUATHOCTUICCKOM OTIEICHUHN
HWMW meanumHCKOM reHeTUKY ObLT BHEAPEH METO, MOy -
YEHUSI XPOMOCOMHBIX TTPeTIapaToB M3 KJIETOK [IUTOTPOO-
Onacta BOpCMH XOpUOHA, a B 1988 T. BriepBbIe IpeHATATbHO
6bUT TMarHocTupoBaH cuHapoMm [laray. C Hog6ps 2010 r.
KIIMHUKO-AUarHoctuyeckas gadboparopus HUN menuimH-
CKOM TeHETHKM OJHOI 13 TIepBbIX B Poccuu crana yqacTHm-
KOM ITIJIOTHOTO mpoeKTa 1o 11 XpoMOCOMHBIX O0Ie3HelH
II0a, COTJIACHO TTocTaHoBIeHM o [IpaBurenseTBa Poccmii-
ckoit Menepani Ne 1159 ot 31 nexadps 2009 r.

KnnHuko-auarnocTuaeckas 1abopaTopust OcHaIlleHa
COBPEMEHHBIM 000pYI0BAaHNEM, BKITIOYAIOIINM YCTaHOB-
KU [JIST aBTOMATUIECKOTO KapruOTUIIMpOoBaHMsT «Metafer»
(«MetaSystems», I'epmanus) Ha 6a3e Mukpockomnos «Carl
Zeiss» (I'epMmaHUst), COBMEIIEHHBIE C KOMITBIOTEPAMU CO
CITeLIMAT3UPOBAHHBIM IIPOTPAMMHEIM 00€CTICUeHUEM JIJIST
MeTada3HOTO aHalM3a; aBTOMAaTUYECKYIO0 YCTaHOBKY
«HANABI-PI EU» — cO0pIIMK KJIE€TOK B COCTOSSHUM Me-
tadassl («<ADSTEC Corporation», AmoHus); crepeocko-
nmyeckuii MuUKpockoI «Stemi 200C» («Carl Zeiss», I'ep-
MaHus) 17151 0TOOpa U (PpUKCcallMy BOPCUH XOPUOHA U TIj1a-
LIEHTHI; MTHBEPTUPOBAHHBIIT MUKpOcKom «AxioVert.Al»
(«Carl Zeiss», 'epmanmst).

B HUW mennmHCKOI TeHETUKY BHEAPEHBI 3¢ deK-
TUBHBIE METOIBI XPOMOCOMHOTO aHAJIN3a KJIETOK TTPaKTH -
YeCKHU Ha JII0OOM CpoKe OepeMeHHOCTH. B 3aBrucuMocTu
OT CpOKa OepeMEeHHOCTHU U MOKa3aHUI K 00CIeI0BaHNIO,
MaTepuajIoM TSl aHAIM3a MOTYT OBITh KJIETKM BOPCUH XO-
pUOHa, TUTAIICHTHI, aMHUOTHYECKOM XXUIKOCTH 1 TMMPO-
LUTHI IIyITOBUHHOM KPOBM IUIOMAA, TOJIyYeHHBIC TEM WU
WHBIM WHBAa3UBHBIM MeTOIOM. D(P(PEKTUBHOCTD IIMTOTE-
HetruyecKoi [1]1 3aBUCUT OT cpoKa OepeMeHHOCTH 1 OT I10-

kazanuii ng [1. OtMedeHo, 4To 3(P(PEeKTUBHOCTD IIUTO-
reHetndeckoii I1J] 3HaunTenbHO BhINIE B 1 TpuMecTpe [2].

K rpymiaM BEICOKOTO pricKa XpOMOCOMHBIX OOJIe3HEel
y IUTO/Ia OTHOCST OepeMEHHBIX, UMEIOIIX XPOMOCOMHBIC
TIepeCTPOIKN B CBOEM KapHUOTHUIIC MU KAPUOTUTIE CYTIPY-
ra, KeHIIIMH B Bo3pacTte 35 JIeT U cTapiie, a TaKKe JKeH-
IIMH, UMEIOIINX B aHaMHe3¢ AeTell ¢ MHOXECTBEHHBIMU
BPOXIeHHBIMU TTopokamu pa3sutus (MBITP) umu xpomo-
COMHOI 00JIe3HbBI0. B ImocaemHme ronbl B OTACIbHBIC TPYII-
ITBI BBIIEJICHBI OepeMEeHHBIC C YIbTPa3BYKOBBIMU MapKe-
paMM XpOMOCOMHOI1 TTATOJIOTUH Y TIJI0IA Y UMEIOIITNE OT-
KJIOHEHMSI CBIBOPOTOYHBIX MapKEPOB KPOBU OT HOPMEI T10
pe3ynbTaTaM OMOXMMUYECKOTO CKpMHMHTA 1 1 2 TpuMe-
ctpos [3].

3anepuon ¢ 2013 mo 2017 IT. B KIMHUKO-IUATHOCTU -
yeckoii 1aboparopun HUM menuimHcKoii reHeTUKM ObI-
J10 TIpoBeneHo 3503 mpeHaTaTbHBIX IUTOTeHETHUECKIX HC-
cinenoBaHus (Tada. 1). XpoMmocomHas maTojorust Obuia
BeisiBiieHa y 300 rutomos u3 3503, uto cocraBmiio 8,5%. Bee
o0cemoBaHHbBIC OBLIM pa3lesIeHbl Ha TPYIIIBI, COTJIACHO
nokazanusim K [1]] (Tada. 2). Haubonee MHOTOUMCIEHHOM
ObLIa TpyIa OepeMEeHHBIX, HallpaBJIeHHBIX HAa MHBA3UB-
nHyto I1]I mo pe3ynbraTaM OMOXMMHUYECKOTO CKPUMHWHTA
nepBoro TpuMectpa — 1488 xxeHuH. [1pu BBICOKOM MH-
IUBUAYaJbHOM PUCKE KaX10i1 OepeMeHHOI 13 3TOM TpyIl-
ITBI TIPOBOIUTCS KOHCYJIBTAIIMK Bpaya-TeHETHUKa, Ha KO-
TOPOI i1 pa3bSICHSIIOTCS TTOTyYSCHHBIC PE3YIbTATHI U TIPel-
naraetcga umHBasuBHag IIJ. Ilatomormsa Osblia
auarHoctupoBaHa B 171 ciyuae (11,5%), uro cBUAETEIb-
cTByeT 00 a(ppekTuBHOCTHU [1]1 110 JAHHOMY ITOKa3aHUIO.
B aro0i1 rpymie 66110 BEISIBICHO 98 TUIOTOB ¢ CHHAPOMOM
JayHa, 9TO SIBJISIETCSI CAMBIM BBICOKMM ITOKa3aTeIeM 13
BCceX 00CIeAOBaHHBIX TPYMIL. B TpyImy «mmpodne» BOLILIN
OepeMeHHBIC XKEHIIMHBI, KOTOPBIE 00CIIEIOBATNCH NCKITIO-
YUTEIHHO 10 COOCTBEHHOMY KEJIAHUIO, 1 TIO3TOMY He ObI-
JIV TIPUYUCIICHBI K BBIIICYITOMSIHYTBIM TPYIIIaM. 3a TIsITh
JIET TaKMX MAIMeHTOK ObUTo 188, maToaorus BHISIBICHA
B 7% ciy4aes.

Bbou1o ycraHosieHo, uyto ¢ 2016 1. B rpyIie namueH-
TOB, 00CJICIOBAaHHBIX TOJBKO IT0 BO3PACTHOMY ITOKAa3aTe-
110 — 589 XeHIUWH, aHOMaInu 1ioaa coctaBuiau 4,9%,
a B rpymirie, copMHUPOBaHHOM Ha OCHOBAHWUM BBISIBJICH-
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HbIX ¥3 MapkepoB — 5,3% u3 1106 xenumH. IHTepecHO,
YTO 3a IMOCJIeAHNUE MATh JIET, B TPYIIe OepeMEHHBIX, paHee
umeBIux nereii ¢ BITP, xpoMocoMHas maToJyiorusi rioaa
He Obla BbIsIBJieHa. BICOKMIT MpOLIeHT aHOMaJIuii Kapy-
OTHIIAa OTMEUYEH B TPYIIIE HOCUTENIEH XPOMOCOMHBIX ITepe-
cTpoeK: U3 35 o0cenoBaHHBIX MATOJOTUsI TUarHOCTUPO-
BaHa y 9 TI0m0B, YTO cocTtaBuiio 25,7%.

Crnienyet 60J1ee oapoOHO OCTAHOBUTHCS Ha CIIEKTpe Mpe-
HaTaJIbHO BBISIBJIEHHOI XpOMOCOMHOI# narosioruu (puc. 1).

3a naTh JeT B 'eHeTnueckoit kanHuke 1. Tomcka npe-
HaTaJIbHO ObLITO BbISIBIIEHO 152 mioaa ¢ cuHapoMoM [lay-
Ha. Haubourbliiee 4ncIio TI010B ¢ JaHHOM TaToJIOTHE ObI-
J10 BhIsiBIIeHO B 2016 T. (39 TpricoMmii o 21 xpomocome).
IMonynsimonHas yactota cuHapoMa B ToMcke 1 obacTu
B 2016 r. coctaBuia 1 Ha 400 HOBOpoXIeHHBIX. [1o KakKM
MMPUYMHAM BO3HUK TaKOM BCILIECK JTaHHOM MATOJOTUN —
He M3BECTHO. 3a aHaJU3UPYEeMbIil TTIepro/1 ObLIO OTMeYe-
Ho 10 ciryyaeB ¢ TOMOJIHUTENIBHOM MapKepHO XpOMOCO-
MO ¥ 4 TPUTIJIOUITHBIX KAPUOTHUIIA Y TII0AA (CTOJIOCIL IpY-

rue). Cienyer OTMETUTD, YTO TOJILKO JBe OepeMeHHBIC
SKEHITMHBI TTPOJIOHTUPOBAIN OEPEMEHHOCTH C MApKEPHOM
XpoMocoMoil y tutona. JlaHHbIe ceMbU ObUTU 00CIen0Ba-
HBI Ha TIPEIMET HOCUTETBCTBA JOTIOTHUTETLHOTO XPOMO-
COMHOI0 MaTepuaiia, HacJeICTBEHHbIN XapaKTep NTaHHON
ITaTOJIOTMH OBbLIT TTOATBEPKICH.

MHTepecHbIM NpencTaBisieTcs Cirydail HaclIenCTBeHHOM
(opMbI pOOEPTCOHOBCKOI TpaHCIOKaLWU 21-i XpOMOCOMBI.

Knnnnyeckwuii ciaydaii: B KTMHMKO-IMarHoCTUYeCKOe
otnenenne HUUW meaummHcKoi reHeTUKM Obljla HarpaB-
JIeHa OepeMeHHas XXeHIIIMHA B Bo3pacTe 34 JIeT ¢ LeJbIo
MPOrHO3a 310pOBbs OyaylIero pedbeHka. Pycckasi, cpok oe-
peMeHHOCTU 22 Helelu, B aHaMHe3e IBe 0epeMeHHOCTH,
OKOHYMBIIMECS Tubesbio mioaa. ZKeHuHe Oblia mpe-
JIOXKeHa MHBa3WBHasl MpeHaTabHasl AMarHOCTUKA — KOp-
IIOLIeHTe3 (B3sITHE TTyIIOBUHHOM KpoBM). LlnToreHernue-
CKMIi aHAJIN3 TT0Ka3aJl HAJIMY1e TPaHCJIOKAIlMOHHOTO Ba-
puaHTta cuHapoma dayHa. [Tpu obcienoBaHum poaurteseit
BBISICHUJIOCH, YTO OTell peOeHKa SIBJISIETCSI HOCUTEJIEM PO-

Ta6nuya 1
MNpeHaTanbHas UUTOreHeTMYeCKana AnarHocTuka B leHeTnueckon KnuHnke HUM mepguumnHckor reHeTukuy B nepuopg ¢ 2013 no 2017 rr.
lon 2013 2014 2015 2016 2017
Bcero uccnenoBanuit 765 634 744 649 711
% TaTOJIOTUU 8,6% 7% 9% 9,3% 8%
Tabnuya 2
XpomocomMmHas naTonorus, BbiiBIeHHas B rpynnax 6epeMeHHbIX C pa3inYHbIMMN NoKasaHuamu K M
Ne I'pynmbt 2013 2014 2015 2016 2017 Bcero
1. | Bo3spactHasg rpynma: 35 JieT u crapiie 133 44 61 138 213 589
XpoMOCOMHas TaToJOTHsT 9 2 5 13 29
(6,7%) (4%) (3,6%) (6%) (4,9%)
2. | MaccoBblit OMOXUMUYECKUIT CKPUMHUHT 234 328 381 277 268 1488
B 1 TpuMecTpe 6epeMEeHHOCTU
XpomMocoMHasi MaToJIOTHsI 42 40 38 33 18 171
(18%) (12%) (11%) (12%) (6,7%) (11,5%)
3. | VYabTpa3ByKoBbIe MapKepbl XPOMOCOM- 306 177 254 209 160 1106
HOW MaTOJIOTUH TUIoAA
XpoMOoCOMHasi maToJIoTust 13 27 17 18 77
(4,2%) (1,1%) (10%) (8,2%) (11%) (5,3%)
4. | Banamuese poxnenue nereii ¢ BITP 54 13 13 17 97
XpoMOCOMHasi MaToJIoTust 0 0 0
5. | Pomurenu, HocuTea aHOMaJIbHOTO Ka- 18 4 4 3 35
puoTHIa
XpoMocoMHasi MaToJIOTHsI 2 1 4 0 9
(33%) (11%) (30%) (100%) (25,7%)
6. | Tlpoume 32 67 31 8 50 188
XpoMOCOMHas MaToJorus 2(6%) 5(7,4%) 2(6%) 1(12%) 4(8%) 14(7%)
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OGepTCOHOBCKOI TpaHciaoKauu 21/21, 94To He 1aet emy
BO3MOXHOCTH UMETh 3710poBoe TTIoToMcTBO. Ha puc. 2 1 3
MpencTaBIeHbl KapruoTpaMMBbI TUIOAa U ero oTua. Marthb
MMeeT HOPMaJIbHBI XPOMOCOMHBII Habop.

HecMmoTpst Ha TO, YTO CTaHIAPTHBIN [IUTOTEHETHYE-
CKUI1 aHAJTU3 MO3BOJISIET BBISIBUTH GoJiee 90% XpoMOCOM-

HBIX aHOMAaJIMii, pa3pelamiast CltoCOOHOCTh TAHHOTO Me-
TO/Ia UMeeT OrpaHnYeHusI. MUKPOCTPYKTYpPHBIE aHOMa-
JIMY XpOMOCOM pa3dMepoM MeHee 5—10 MJIH M.H. He OyayT
JUarHocTupoBaHhl [2]. TpeOyloT nanbHeleln yTOUHsI0-
el AMarHOCTUKY CIIydyau, KOTraa y TUIoIa UMEIOTCS Yilb-
TPa3BYKOBBIE M OMOXUMHUUYECKUE MapKePhl XPOMOCOMHOM

2013 2014

M c. layHa M c. 3pBapaca, c. Matay

2015

B AHOManum Non.xpom.

2017

2016

CTpyKT. nepecr. M [Ipyrve

Puc. 1. CneKTp BbIABNEHHOW XPOMOCOMHO NaToNIOrm (6COMOTHbIE 3HAUEHNS).
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TaTOJIOTUH, (DEHOTUTTMYECKIE aHOMAJINH, a KAPVOTHIT IO
pe3yJbTaTaM CTaHIAPTHOTO LIMTOT€HETUYECKOT0 UCCIIEN0-
BaHWST HOPMAJTEHBIIA.

C 2011 r. B KIMHUKO-AMArHOCTUYECKO JabopaTopun
HayvaJia TIPUMEHSTHCST MOJICKYIISIPHO-IIUTOTeHETYEeCKast
muarHoctnka (FISH, aCGH) (Ta6.. 3).

ITepBOHaYAIBLHO 3TO OBLIM €IMHWYHBIC CITydal YTOU-
HeHus auarHosa. B 2013 r. Takux npeHaTaJlbHbIX 00Ce-
noBaHuii Ob110 Beero 29, a B 2017 r. yxxe 120. 3a nigaTh jeT
BbINTOJIHEHO 343 ncciaenoBanus. [IpoLieHT maTojoruu Ba-
peupyet ot 3 1o 6. Haubojee 4acTo 1MarHoCTUPYIOTCS
YUCIIOBBIE HApYIIEHUST XpoMocoM. Ha ceromHamHmii 1eHb
JTAHHBIC UCCIICAOBAHUS MPUOPUTETHO TTPOBOASITCS C 1Ie-
JIBIO BBISIBIICHUSI MUKPOCTPYKTYPHBIX aHOMAJIAIT XpOMO-
coM (MHUKPOZEJIEIINN), ACCOLIMUPOBAHHBIX C TAKUMU XPO-
MOCOMHBIMHM 3a00JIEBAaHUSIMU KaK CUHIPOMBI BritbsiMca,
Hu]lxxopmxu, KopHenuu ne Jlanre, petuHobjacToMa u

a2
=

M

!

psn apyrux. C 2017 r. npu oOHapyXeHUHU Yy 1ioja mpu
MPOBEIEHUN CKPUHUHTA BTOPOTO TPUMECTPa CUMIITOMO-
KOMILIEKCa MUKPOIEICIIMOHHBIX CHHIPOMOB BuibsimMca-
boiipena (neneuust 7q11.23), JAu JIxKopmxu, BeJIoKapau-
odanumansHoro (nexeuust 22q11.2) pekomennyercs [T/
C UCITOJIb30BaHWEM KaK LIMToreHeTuueckoro, Tak 1 FISH
MeTon0B [4]. KoMIieKCHBI MOAX0/ MO3BOJISIET BBISIBJISITH
XPOMOCOMHYIO MaTOJOTUIO Y TIJI0a TOCTaTOYHO 3 dek-
THBHO.

Knunanyeckuii cayvaii: B KIMHUKO-IMarHOCTUYECKOE
otnenenue HUM MeauumMHCKOM reHeTUKY Obljla HalpaB-
JieHa OepeMeHHas XXeHIIrMHa B Bo3pacte 30 jieT 11t mpo-
XOXJIEeHUS CKpUHUHTA 2 TpuMecTpa. Pycckas, cpok 6epe-
MmeHHocTH 20 Henenb. [Ipu yabpTpasByKoBOM 00CIea0Ba-
HUM MJ04a ObLIW BBISIBJIEHBI MapKepbl XPOMOCOMHOM
MaTOJOTUH Y TIIoAa (HapylleHUs NesITeIbHOCTH cepaeyd-
HO-COCYIMCTOM cUCTeMbI). 2KeHIIHe ObLT pEKOMEHI0BaH
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Puc. 3. PobepTcoHOBCKasA TpaHciokaumsa 21/21 y otua.
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Tabnuya 3

MonekynapHo-unToreHeTn4eckas anarHoctnka B lenernueckon knuHnke HUM mepguumnHckon reHeTukmy B nepuop ¢ 2013 no 2017 rr.

Ton 2013 2014 2015 2016 2017
Bcero nccnenoBanuii 29 31 81 82 120
% TaToJIOTUK 3,4 6 6 3,6 4
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Puc. 4. Pe3ynbrat FISH kKneTok nynosuHHoM Kposu nnoga. Kapwotun: 46,XY.
ish del(7)(q11.23911.23)(ELN-). CuHapom Bunbsmca-bovnpeHa [5].

KoproueHTe3. [{lutoreHeTMueCcKMii aHaaM3 mokKasaj Halu-
4yrie HOpMaJIbHOTO XpOMOCOMHOro Habopa, npu FISH Bbi-
siBJieH cuHapoM Buuibsimca-boiipena (puc. 4).

Hnsa nposeaenust FISH ucnons3ytores JIHK-mpoobl
«PrenatScreen(13/21;X/Y/18)» [6], (Kreatech-Leica, I'ep-
MaHWs), UMEIOIINE PeTUCTPAIIMOHHBIC YIOCTOBEPECHUS
Munznopasa P®. Ha puc. 5 pencrasieH pe3ynsrat FISH-
aHajr3a Ha aMHUOLIMTaX.

B 3akitoueHue ciaeayer ckasaTh, UTO TIPU CTaHOAAPT-
HOM LIMTOT€HETUYECKOM HCCIeAOBAaHUM UCKITIOUAIOTCSI HO-
CUTEJBCTBO aHEYTJIOUIUU U MOJUTIIIOUIANN, aHOMAJIUK
CTPYKTYPbI, 0COOEHHO €CJIM OHU HapylIaloT MOP(OJIOTrio
xpoMmocoM. MneHTnduimpoBaTh MUKPOCTPYKTYPHEIE aHO-
MaJIUM XpOMOCOM M MHOTHME MO3alYHbIe BAPUAHTHI XPO-
MOCOMHO¥ MaTOJOTMU YaCTO He TIPEACTABISIETCS BOZMOX-
HbIM [7]. TToaTOMY HEOOXOAUMO YUUTHIBATh, UTO CTAHIAPT-
HOe KapUOTUMNUPOBAHUE IO3BOJISIET UCKIIOYUTH
XPOMOCOMHYIO IIaTOJIOTHIO C BEPOSITHOCTBIO 99%. Takum
obpaszom, 1151 a(hheKTUBHOI pabOThI Beeli cnykobI TT]1 He-
00XOIMMO YETKOE B3aMMOJIENCTBIE Bpaya-TeHeTKa, Bpa-
ya yJIbTPa3BYKOBOI IUArHOCTUKU, IUTOTEHETUKA U MOJIe-
KYyJIIPHOTO TeHeTuKa. boJjbliioe 3HaueHrue NMEIOT XOpo-
IIasi MaTepualbHO-TeXHUYECKas 0a3a yUpeKIeHUs U
MHMOPMUPOBAHKE HACEJIEHUSI, PE3YJIbTaTOM KOTOPOTrO MO-
KET CTaTh OXBaT BCeX OepeMEHHBIX HEOOXOIMMBIMU 00-
cJe0BaHUSIMU.

. a
- B
Puc. 5. Pe3yanaTb| npeHaTaanoPl ONarHOCTUKN Hambonee yacTbIX TPpUCO-

MU Yenoseka, nonyyeHHble Metoaom FISH Ha KneTkax aMHMOTUYECKON
KNAKOCTU.

a) nucish 13q14(RB1x2),21922(RCAN1x3). CnHapom [ayHa;
6) nuc ish 13q14(RB1x3),21922(RCAN1x2). CuHgpom MaTay;
B) nuc ish(DXZ1x2,DYZ3x0,D18Z1x3). Cuhapom dasapaca. [5]
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