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HNCITOJIB30OBAHME 2JIEMEHTOB JEJOBBIX UT'P B ITPEITOJABAHUH

JACHUNIAHBI «OCHOBBI MEJIUIIMHCKONU TEHETUKW»
KAK CIIOCOBb ®OPMHUPOBAHHNA OCHOB KNIMHUYECKOI'O
MBIIIJVIEHUA Y BYAYIIIUX BPAUEU

Opasinckas T.A., BonroguyeBa T.b., Akrymmnna ILA.
@I'EOY BO «Omckuii 20cy0apcmeeHHblil MeOUYUHCKUL YHUBEPCUMen »
Munucmepcmea 30pasooxpaneruss P®, Omck, e-mail: volbio@mail.ru

B nanHoii cTarhe aBTOpaMy ONMUCAHO MCIIOJIB30BAHUE OJHOM M3 (JOPM MIPOBON TEXHOJOTHH «JIEIOBAS UTPA»
IPU OCBOCHMH JUCHHUILUTMHBI « OCHOBBI MEMIIMHCKONW I'€HETHKI» 00YdaloIMMUCS IIEPBOro Kypca MEJIHIMHCKOTO
By3a Ul peaIn3aliii KOMIIETCHTHOCTHOTO ITOXO0/a ¥ BHIPAOOTKU KadeCTB M HABLIKOB B BBIOpaHHOW mpodeccHn
Bpaua. Buenpenue 1enoBoii Urpsl B IPEHogaBaHHe OCHOB MEIUIIMHCKOM TeHETHKU Ha IEPBOM Kypce CIOCOOCTBYET
NPHOOPETEHHIO U 3aKPEILIEHUIO TEOPETHYECKUX 3HAHMH, OLlEHKEe 3HAYMMOCTH Oa3MCHBIX 3HAHUH B MeIUIIMHCKOM
npaxtuke. [y IpoBeneHns! «IeIoBOil Urpb» pa3paboTaH HAIVISIHO-BCIIOMOIATENIBHBIN MaTepHal B BHIE alb00-
MOB U OpOIIIOp ¢ KOMIUICKTAMH KapTOYEK C OMUCAHHEM KIMHHKO-IMATHOCTHYECKUX NPU3HAKOB PACHPOCTPaHEH-
HBIX XPOMOCOMHBIX a0eppalnii, kinaccudukalyeil XpOMOCOMHBIX HapyIICHUI 1 MPaBUIIa HAITHCAHHS BBISBICHHBIX
abepparit; GpororpadusIMi KAPUOTHUIIOB JIHI] MYXKCKOTO H )KEHCKOTO I10JIa B HOPME H ITPU XPOMOCOMHBIX MY TaIlHsX.
JlaHo omucaHue HapyIICHHH, IPOHCXOAIINX B SMOPHOHAIBHBII NEPUOJ, U UX BIMSIHHC HA KU3HECIIOCOOHOCTD.
IpeanpunsTa MONBITKA Yepe3 JUAAKTHYECKYIO HIPY CHOPMUPOBATH Y 00yHarOIIMXCs IEPBbIC MPEJICTABICHUS 3Ha-
YUMOCTH JUISl TAKTHKU [IUTOTEHETHIECKON NUAarHOCTHKY TEOPETHUECKOTO MaTepHaia, KacaloIerocs IUToIornde-
CKOI HOMEHKJIATyphl, abeppanuii XpoMOCOM, KIHHHKO-JUAarHOCTHICCKHX IMPHU3HAKOB, aHaan3a MeTadasHbIX IIa-
CTHHOK. JIMHAMUYHOCTb HCIIONb3yeMOil TEXHOJIOIMH MO3BOJISCT OLEHUTh 3HAYMMOCTh (DyH/[AMEHTAJIbHBIX 3HAHUI
Ut ()OPMUPOBAHHS YICMEHTOB KIMHIYECKOTO MBIIUICHHS B IS TEIBHOCTH Bpada-reHeTHKa.

KuioueBbie ciioBa: MOTHBALMHA, MEIUIUHCKAA F'€eHETHKA, XPOMOCOMbI, XPOMOCOMHBIEC aﬁeppauun, AeJIeHH

«BASIS OF MEDICAL GENETICS», AS A WAY TO FORM THE BASIS
OF CLINICAL THINKING FOR FUTURE DOCTORS

Orlyanskaya T.Ya., Volodicheva T.B., Aktushina G.A.
Omisk State Medical University of the Ministry of Health of the Russian Federation,
Omssk, e-mail: volbio@mail.ru

In this article, the authors describe how to use a form of gaming technology «business game» in learning the
Basics of discipline «medical genetics» first-year medical students of the University to implement a competence-
based approach and to develop the qualities and skills in their chosen profession of doctor. Introduction of business
game in teaching the basics of medical genetics in the first year and contributes to the consolidation of theoretical
knowledge, assessing the value of basic knowledge in medical practice. For a «business game» designed by
graphically-auxiliary material in the form of albums and booklets with sets of cards describing clinical diagnostic
signs of common chromosomal aberrations, chromosomal disorders and classification rules for writing detected
aberrations; Photos service male and female in norm and chromosomal mutations. Description of the violations
occurring in the fetal period, and their influence on viability. An attempt was made to create the game through
teaching students the first submission importance for tactics citogenetic diagnosis of theoretical material concerning
cytological nomenclature of chromosome aberrations, clinical diagnostic characteristics, analysis of metafaznyh
plates. Dynamic technology allows you to appreciate the significance of fundamental knowledge to form elements
of clinical thinking in the work of physician-geneticist.

THE USE OF ELEMENTS OF BUSINESS GAMES IN TEACHING DISCIPLINES
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Ha coBpemenHnoMm jstame B LENAX pacilu-
PEeHHS MHTEIUIEKTYaJIbHOTO TOTEHIMAaa o01e-
CTBA aKTyaJbHOM 3a/1aueH SBJISIETCSI KOMIIETCHT-
HOCTHBIH TTOXOJ] B TIPEMOJABAHUN Oa3MCHBIX
JUCHUIUIMH MEIUIUHCKAX CIIEIHAILHOCTEMN.
BHuenpenne MH(QOPMALMOHHBIX — TEXHOJOTHIA
CHOCcoOCTBYeT (POPMUPOBAHUIO y OOYYAFOIIHX-
csl Ha TIEPBOM Kypce 00ImenpodeccuoHaNbHBIX
KOMITETEHIIUMA, Pa3BUTHIO YMCTBEHHOI'O IOTEH-
1yajga, OCBOCHHIO Pa3HOOOpPA3HON CcamoCTOsI-
TEJILHOM JICATEIIbHOCTH U IIPHOOPETEHUIO OJI0Ka
0a3MCHBIX 3HAHUM IJI1 OCBOEHUS CIIELHAIbHBIX
MEIUIIMHCKUX AUcHUIuvH [1-3].

Lens uccnenoBanusi: OUEHUTH dPPEKTHB-
HOCTh HCIIOJIb30BAHUSl JIEMEHTOB JICJIOBBIX
UIP B MPENoJaBaHuU AUCHUILIMHBI «OCHOBBI
MEIUIMHCKON TeHETHKW», C LEIbI0 (hOopMHUpo-
BaHUS OCHOB KJIMHMYECKOTO MBIIIJIEHHUS y 00-
YHaIOILIUXCS IEPBOTO Kypca.

MaTepna.ﬂu U METOAbI UCCJICAOBAHUSA

Ha xadenpe 6nomorrmn OMCKOTO TOCyHapCTBEHHO-
r0 MEJHIMHCKOTO YHHBEpPCHUTETa MPUMEHSIOTCS COBpe-
MEHHbIe TeXHOJOTuu oOydeHus. DddexTuBHO padoTa-
10T TEXHOJIOTUH «BeO-KBeCT» Ha 3aHATHAX 10 paszieiy
Ouoryormueckrue acmekTsl mapasurmima; «Kelc-cragmy
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Ha 3aHsaTusaxX nmo teme «[lapasutmsm B Tume Ilnockue
yepBm»; TexHomorus «Kmacrep» Ha 3aHATHAX MO BO-
mpocaM (uioreHe3a CHCTEM OpPraHOB ITO3BOHOYHBIX
JKMBOTHBIX; HaITCaHHE CHHKBEITHOB M NPOBEIEHUE KOH-
(depeHnuit ¢ mpe3eHTaUUsIMH JOKJIAZ0B 10 BOIPOCAM
skontoruu [4, 5]. OnHolt u3 hopm, cnocoOCTBYOMLIEH pe-
aIN3alUy KOMIIETEHTHOCTHOTO TIOJXOJa IPH OpraHm3a-
uH ydeOHOTO Iporiecca, siBsIeTcs aenosas urpa. [Ipu ee
OpraHU3allud BaXKHBIM SBJISETCS CO3JaHHE OIpEIeiIeH-
HOM 00CTaHOBKH, B YCIOBUSAX KOTOPOH yJaCTHUKAM UTPbI
HEOOXOIMMO aHAIM3UPOBATh BO3ZHHUKAIONINE CHUTYaIllnd
W NPUHAMATH palliOHAIbHBIC, HAa WX B3MNISA, PEIICHHS.
IIpu nanHOM OOpa3sle MHTEPAKTUBHOTO OOyuUCHMs IIpe-
MofiaBaTelb 3aHUMAeT He LIEHTPalIbHOE aKTUBHOE 3BEHO,
a HaMpaBIsieT MPoIecc Urphl. [Ipy 3ToM OH HUKAK HE JIN-
IIaeT CaMOCTOSITENEHOCTH CTY/ICHTOB, a, HAIIPOTUB, CIO-
COOCTBYeT AaKTHBH3AMM HX Y4eOHO-ITO3HABaTEIbHOIA,
MBICITUTENILHON U MPAKTUUECKON NeATeTbHOCTH, UTO JaeT
BO3MOKHOCTB (DOPMHPOBATH aKaJeMHUYECKHe U mpodec-
CHOHAJIbHBIE KOMIIETCHIIMN y 00yJalOInXcsl Hada bHBIX
KypcoB. Ha coBpeMeHHOM sTame pa3BHTHS 0OLIeCTBa
BepOaIbHbIE HABBIKHU, K COXKAJIEHHUIO, HAYNHAIOT yTpadH-
BaTh CBOM (DYHKIIMH, TIO3TOMY HEMaJOBaKHOE 3HAUCHUE
TIPU UCIIONB30BAHNH JAUIAKTHYECKOH UIPHI, KaK BapHaH-
Ta MPOOIEMHOr0 O0yYeHHs, SIBISICTCSI CTUMYITUPOBAHUE
Pa3BUTHS pe4H, a 3HAYUT, U HOPMHUPOBAHUE COLHAIBHBIX
B3aUMOOTHOIICHHI MEXIy CTyAeHTaMU. DTO IOATBEPIK-
naeTcs u3BecTHOH muraroil B. bexrepesa: «Eciu Gonb-
HOMY I10CJI€ Pa3roBOpa ¢ BpPayoM He CTajo JIerde, TO 3TO
He Bpau» [6].

VY4eOHBIM IITAHOM BBEJCHO IPETOlaBaHUE IHCIH-
THBL «OCHOBBI MEIUIMHCKOW T'€HETHKH», TpeOyroliee
HCIIOJIb30BaHMUsI HanOoJIee Pe3yIbTaTHBHBIX COBPEMEHHBIX
MEJATOTUYECKUX TEXHONIOTUH, TOMONHSIOMUX TPaaUIU-
OHHOE 00yYEHHE C LEIIbIO MOBBIMIECHHS YPOBHS OCBOCHHS
HaBBIKOB IIPAKTHYECKOH ASSTEIEHOCTH IOCPEACTBOM IIPH-
OmKeHHsl y4eOHOTo mpolecca K peaibHbIM JKU3HEHHBIM
cutyarusaM. M3BecTHoO, 4To Kiaccuueckas o0Ias reHeTH-
Ka YeJIOBEKa SBIIIETCS CBA3YIOIINM 3BEHOM MeX Iy (yHIa-
MEHTAJIBEHOH TEOPETHYECKOH OMOJNOTHell M KIMHUYEeCKOI
reHeTHKol. [Ipy OCBOSHUM METOI0B MEITULIMHCKON I'eHe-
THKH HUCTIONB30BAHNE TUAAKTUUECKOH UIPHI JAET BO3MOXK-
HOCTb TOJIHOLICHHO Pean30BaTh MOCTABICHHbIC 3a/aqu.
B xone oOmeHuss nper mo3HaHWE KIACCHYECKHX OCHOB
OpraHHM3alluM HACJIEICTBEHHOTO MaTepuaa 1 ero HapyIie-
HUI Ha TEHHOM, XPOMOCOMHOM ¥ TEHOMHOM YPOBHSAX. DTO
BaKHO TSI (YOPMHUPOBAHNS KITMHIIECKOTO MBIIILUICHUS IIPH
QHAJTI3€ HACJIe/ICTBEHHBIX 3a00JIeBaHH.

Jlnst opraHu3anyy AENOBOH UIPhI HAa MPAKTHYSCKHUX
3aHATUAX TOo Teme «lluToreneTnueckuit MeTom» OBUTH
TIOATOTOBIICHBI:

— PEKOMEH/IaINH, KacaroIInecs HCIIOIb30BaHHs CIIe-
LI1AJIbHBIX 3HAKOB, CHMBOJIOB COKpAIlCHUH, PEKOMEHI0-
BaHHBIX MEXyHAPOTHOH IIUTONIOrHIECKOH HOMEHKIIATY-
POt XpOMOCOM UEIIOBEKa;

— cXeMsI ¥ (hoTorpadyy o HAPYIICHUSIM CTPYKTYPBI
XpOMOCOM (TpaHCIOKaluy, AeJIeLu, HHBEPCUH U JIp.);

— OmucaTeIbHBII MaTepHuan KIMHUKO-IHarHOCTHYE-
CKHX IPH3HAKOB II0 MCIHOIB3YEMBIM B AENOBOH HTpe Ha-
PYIICHUSIM CTPYKTYPBI XPOMOCOM.

Cepbe3Hoe BHUMaHHUE y/elIeHO cOopy MH(POpMAIH
10 KAPUOTUIHPOBAHHIO ¥ METOZIaM aHaIH3a MeTada3HbIX
IUTACTHHOK JTUM(OIUTOB Tepudeprueckoii kpoBu [7].
K paccmarpuBaeMbIM CHTyaIusiM XPOMOCOMHEIX Hapy-
IICHUI HCIOJB30BaHBl HPHMEpHl adeppanuii, MIHPOKO
H3BECTHBIX B T€HETHYECKOH MpPaKTHKE HACIEACTBEHHBIX
3aboneBannii y denoBeka [§—10]. Kpome mabOpM™Marim,
COIIPOBOXKAAIOMICH KOHKPETHYIO XPOMOCOMHYHO abep-

paluIo, CYLICCTBEHHOE BHHMAaHHE OBLIO YAENCHO IO.-
rotoBke Qororpaduii kKapuorpaMm MaIEHTOB B HOPME
¥ C HAPYLICHUSIMU CTPYKTYPBI XPOMOCOM.

Pe3y.]'[]>TaTbI HCCJICAOBAHUSA
H UX 00CyKIeHne

Hamu cMmonenupoBana nenoBasi urpa, ue-
JBI0 KOTOpOH ObLIO (OopMHUpOBaHUE y 00yda-
IOLIMXCS NEPBBIX MPEACTaBICHUN O CTpaTeruu
U TAKTUKE IMTOTCHETUYECKOM IUArHOCTUKU.
Ee ywyacTtHukm Obiim pasnenieHbl Ha JBE TpPyTI-
el 1| — MOJIOZBIE CHIEIMAIUCTBI, TEOPETHUECKU
TIOATOTOBJICHHBIE U TPHIIEIIINE Ha OCBOCHHE
MPAKTHYECKUX HABBIKOB MO KIMHUYECKOM Te-
HETHKE; 2 — MAIUEHTHI, KOTOPbIM PEKOMEHJIO-
BaHA, CONIACHO MPOBEACHHBIM HUCCIIEIOBAHUSIM
LUTOJIOTOB, KOHCYJbTAlUsI Bpaya-reHeTuka. Bo
BpeMs [TprieMa MaIrieHTOB He0OX0ANMO ITpoaHa-
JIM3UPOBATh PE3yNbTaThl UCCIICIOBAHUMN 1 HATIH-
caTh 3aKJIIOYEHHE C PEKOMEHJAlMsAMH. YuacT-
HUKaM Wbl MpeUIaraeTcs pacipeneauThes Ha
4 rpynmsl (1o 3—4 denoBeka), 9ToObl B KaKI0H
rpymme ObUTH CTYIEHTHI C pPa3HBIM YpPOBHEM
noArotoBkH. IpemnonaBarens 00bsSCHSET paBuU-
Jla Urpsl. JIBe KOMaH/bl BKJIIOYAIOT MAIlEHTOB
U MX POJICTBEHHUKOB, KOTOPBIE 3aJIal0T BOIPO-
Cbl O IIPUYMHAX BO3HUKHOBEHMs HACIIEICTBEH-
HOTO 3a00IIeBaHMUS U IpoIleccax, KOTOphIe Mpo-
HCXOAST B OpPraHU3ME MAlMEHTOB, NPUYMHAX
M MEXaHU3Max WX pPa3BUTHUS, BO3MOXHOCTIX
JiedeHus ¥ nporuosa. Eie B 1Be KoMaH/IbI BXO-
WA Bpauu-UHTEPHBI, 00JaJalone TeopeTH-
YeCKHMH 3HAHUSAMHU 10 COBPEMEHHBIM METO/IaM
LUTOI€HETUYECKON JUATHOCTUKU BPOMKIECHHBIX
[IaTOJIOTUH, CBS3aHHBIX C AHOMAJIMSIMU KapHo-
TUTA, HO WMEIOIINE MHHUMYM TPaKTHYECKHX
HaBBIKOB, KacaloIMXCs YTEHHs W aHalIW3a Ha-
PYILIEHUs] CTPYKTYp XpOMOCOM, YTEHHSI KapHo-
rpaMM, TpaMOTHOTO HamucaHus (opMys Hpo-
M30LIEAIINX LUTOICHETUYECKUX HAPYLICHUM.
Ilepen HagamoMm Wrphl CTYACHTHI OBUIA TIPOWH-
(bopMHpOBaHbl TperojaBarelieM-HACTABHUKOM
0 KOPPEKTHO-YBaXKUTEIHHOM OOpAICHUH JIPYT
C Ipyrom, 00 YMEHHH BBICITyIIaTh KaJ00bl, po-
AQHAJIM3UPOBATh MX U J0KA3aTeIbHO OOBSCHUTD
CIIO’KUBLIYIOCSI CUTYaLIMIO, UCIIOJb3YSI COOTBET-
CTBYIOLME JIETCH/IE KapUOTPAMMBbI C KOHKPET-
HOI MyTanueil. POICTBEHHUKY NallMeHTa JOK-
HBI TMOJYYHUTh BCE OTBETHI Ha HMHTEPECYIOIINE
MX BOMpPOCHL. JlOMONHUTENbHBINA MaTepuan At
MOJIb30BaHUS BpadaMu IPEACTaBIIEH ONUCAaHU-
€M BO3MOXXKHBIX XPOMOCOMHBIX MyTaIlii (TEKCT)
Y XapaKTEepPUCTUKON KIIMHUYECKUX MPOSBICHUN
C TIOOOHBIMH XPOMOCOMHBIMH a0epparisiMu.
Ha crone HaxonsTcsa kapuorpaMMBbl MaIMEeHTOB,
M3 KOTOPBIX Bpad JOJKEH HU3BATH Ty, KOTOpas
COOTBETCTBYET pe3yJabTaraM OIMCAHHOTO HC-
CJIEIOBAaHUS, C KOTOPBIM OOPaTHIINCh OOJBHBIE,
a Takke HaWTH (HopMy 3amCH BBISBICHHOMN
XpOMOCOMHOM MyTaruu. [IpenogaBarens (Bpad-
HACTaBHMK) MPH HEOOXOJMMOCTH HAMpaBIIsICT
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JIMCKYCCHIO B HY’KHOE PycJI0, IIPH 3aTPyTHEHUN
[IOMOTaeT CTYJCHTaM C(HOPMYIHPOBATh CBOKO
TOYKY 3pEHHS M JEMOHCTPUPYET CIai]] MYJb-
TUMEUIHON Tpe3eHTAaIK, TTIOMOTaIOIINA Hai-
TH OTBET Ha UCKOMBIN Bompoc. [locne kaxaoro
payHIa «IalUeHT, POJCTBEHHUKN — MPAKTHUKY-
FOLIMIA MOJIOZION Bpau» Teaaror 000CHOBBIBAET
CHJIBHBIC U CJIA0bIe CTOPOHBI KX 101 KOMaH/IbI,
MIPUCYKJIasi KaXKIOW KOMaHTHOH Iape orpe-
JIeTIeHHOe KonmmdecTBo OamtoB. Ilocie BwImon-
HEHHS 3aJaHusl CTYACHTHI MEHSIOTCS B Tapax
possimu. Takum 00pa3oM, B TCUCHUE 3aHSTHS
CTYACHTBI PEOBIBAIOT B POJTU «BPAUCH» U B POIIU
«TIAIECHTOBY.

C y4eToM mporpaMMHOTO Marepuaia B Ka-
YeCTBE BapHMAHTOB XPOMOCOMHBIX abepparuii
HaMHU HCIIOIB30BANNCH TIPUMEPHI, OMHCaHNE
KOTOPBIX JaHO B JIUTEPATypHBIX HCTOUHH-
kax [11-13]. ns ¢popmupoBaHus OCHOB KIIHU-
HUYECKOTO MBIIUICHUS, YMEHUS MPUMCHSTh
TEOpPETHYECKHE 3HAHUSI HAMH HCIIOIh30BAIINCH
HapylIeHUs, Kacarolluecs TPaHCIOKAIUN —
t(15; 21) — cuampoma JlayHa; TpaHCIOKAITUH
t(8; 21), t(15; 17), inv(16) — ocTporo MueIOHI-
HOTO JISHKO3a C XapaKTEPHBIMHU FeHETUYECCKUMHU
HU3MEHEHUsIMH, aeieuun — del(Sp) — cunapom
«KOTIa4bero Kpukay; neneruu — del(4p) — cun-
npoM Bombda — Xupmxopna [14].

[To mHEHMIO TIpeTiomaBaTeneii kagenpsl, 3a-
HATHS B ()OPME JICTIOBOM UIPhl OTIHUYAIUCH OT
3aHATUH B TpaJULUUOHHOW (opme. Y olydaro-
LUXCS JIOMUHUPYET TMOJIOKUTEIBHBIA IMOIH-
OHAJIBHBIN HACTPOW B TEUEHHE BCETO 3aHSATHS.
Paboratone KoMaHIHBIC Mapbl OOBETUHEHBI
TS OBICTPOTO M IOCTATOYHO TPAMOTHOTO pas-
peteHus mpooieMsl. OOpaiiaer Ha ceOsl BHH-
Manue (HaKT GOPMHUPOBAHUS MOJIEIICH COLHAb-
HOTO B3aUMOJICUCTBHS MEXKIy MAallUCHTAMH, UX
POACTBEHHUKAMH M BpadaMH, KOTOPOE HEBO3-
MOYXHO TIPY TPaJUIIMOHHON (hopMe TperoaaBa-
Hus. Ha sTane 1ugakTH4ecKol Urpbl CTUMYIIH-
PYETCs pa3BUTHE KYJIBTYPhI PEUU M IPOUCXOIAUT
pacumpeHue 3amnaca npo(ecCHOHAIBHOHN JIeK-
CUKH. JIMHAMUYHOCTD UTPOBOM CUTYallUU TPH-
BOJIMT K OIICHKE IeJIeCO00OPAa3HOCTH TPHHSATHUS
peIIeHNsT BO3HHKIIEH MPOOIIEMBI, TPHOIIIKAsT
€€ K peaJbHOW MPaKTUYECKOU JesTeIbHOCTH
Bpada-reHeTuka. CocpenoToYeHne B WUIPOBOI
CUTYyalluH TO3BOJIET (DOPMHPOBATH TEMEHTHI
KJIIMHUYECKOTO MBIIIIICHUSI.

Harmsimaenidc Matepuan s peann3alin
JMAaHHOW TIeJarornyeckol  00pa3oBaTeIbHOMN
TEXHOJIOTUU OBLT TPEACTaBIeH KapTOYKaMHU
C ONHUCAaHMEM  KJIMHHUKO-THArHOCTHYECKUX
MPU3HAKOB, CXEMaMH JEJIeLUI, TPAHCIOKaLIUi,
WHBEPCHI XPOMOCOM C pe3yJbTaTaMH IUTOre-
HETHUYECKHUX JIA0OPaTOPHBIX HCCIEIOBaHUI
muMmporuToB epudepudeckoi kposu ¢ GTG-
OKpaIlMBaHWEM W aHAIW30M MeTa]a3zHbIX
miacTuHOK. Hampumep, mns marmuenta Ne 1
(cunppom Bonbda — XupurxopHa — (deldp-)

JlaeTcsl cleAylollee onucaHme: «Hu3Kas mMacca
Tea MPU POXKICHUH, MUKpPOIChans, KIFBO-
BUJHBIA HOC, MAJICHBKUI POT C OMYIICHHBIMU
YTrOIKaMH, VyIIW KPYHHBIE, OTTOMBIPEHHBIE,
MOYKa M 3aBUTOK HE BBIPAKEHBI, IMEET MECTO
pacuieniHa ryosl 1 HeOa. 3 BHyTpeHHHX 10~
POKOB BBISIBIICH TIOJIMKUCTO3 MOYEK U ITOpaxKe-
HUE CEPAEYHO-COCYAUCTON cucrembl. [IposiB-
JISIeTCs 3aIepKKa TICHXOMOTOPHOTO Pa3BUTHSI.
Jna marmmenTa Ne 2 (CHHIOPOM «KOIIAYbEro
kpuka» — (del5p-): Mmukpornedanus, aHTHUMOH-
TOJIONJIHBIN pa3pe3 a3, KOocorjasue, JIyHO-
o0pa3Hoe JHII0, ITUPOKasi EPEHOCHUIIA, YITHBIE
PaKOBHHBI HU3KO MMOCAXKEHBI U JAe(OPMHPOBA-
HBL. MIMeeTcs mornepevyHas JIaJoHHasT CKJIaJIKa,
cuHaakTIIus. V3 BHYTPEHHUX ITOPOKOB BEISB-
JIEHO HapylIeHne (QyHKIHH CepAedHO-COCYAH-
CTOH CUCTEMBI, HEJIOPa3BUTHE TOPTAHH.

VY manmenta Ne3 npu  oOHapykeHHH
Tpancnokauuu (t (9; 11) BeisIBISIETCS OCTPBIT
MUEJIOUIHBIN JIeHK03. AHAIU3 KPOBU MOKa3aj
HEJIOCTAaTOYHOE 00pa30BaHUE JIEHKOIIUTOB,
CHIDKEHHE KOJIIMYECTBA KPACHBIX KPOBSHBIX
TeJell, HeJJOCTaTOK TPOMOOITUTOB. Y MalueHTa
aHEeMUs, XpOHUYECKasi yCTaJOCTh, OJIEIHOCTD
Y OfIBIIIIKA.

Pe3ynbrarel IUTOTE€HETHYECKUX UCCIIEIOBA-
HUH, TIpeICTaBICHHbIC HA MUKPO(OTOrpadusx
CTPYKTYp XpomocoMm (puc. 1, a, 0) aHanmm3u-
pyeMOro KapHOTHIIA, Coaepkar MH(OPMALIUIO
M0 XPOMOCOMHBIM a0eppanusm U TpeOyIoT Hc-
TMOJIb30BaHMS TEOPETUYECKUX 3HAHUU 10 (op-
MHPOBAHHMIO M TPOSIBICHUAM BO3HMKAIOLIHMX
HapymieHnd B sMmOpuorenese. TpaHcrmoxarus
(t(9;11)(p22;923) mOKTOpPY-TEHETUKY YKa3bIBa-
€T Ha TO, YTO OHA COYETAETCs C OCTPHIM MHEJIO-
UOHBIM Jeiko3oM (puc. 1, a). Ilpu paccmotpe-
Huu aenenuu (delSp-) Bpad 10JKeH YyUHUTHIBATH
cnenupudecknit Habop OTKIOHEHUH, TIPOUCXO-
TISIIHX TIPY TaHHOHW abeppaiiu B pOopMHpPOBa-
HUH CHCTEM OPTaHOB, THIIMYHBIX [T CHHAPOMAa
«KOILIAYbero Kpuka» (puc. 1, 0).

IIpu mpoBeneHnN 1€10BOM UIPHI I «MO-
JIOABIX CIICIUAIMCTOBY» BAXKHO CPOPMUPOBATH
JIOCTYTHBIN M IOHATHBIN JJIs1 IEPBOKYPCHHUKOB
HaIVIs,AHO-BCIIOMOTaTeNIbHbIA MaTrepuan. B Ha-
[IeM cIlydae MCIIONb30BaHUE TOATOTOBICHHO-
ro Marepuaia B BHJE albOOMOB W OpoOIIIOp,
pacimupsieT reHeTHYecKui Kpyrozop oOydaro-
HIMXCSl TIEPBOTO Kypca M JaeT BO3MOXHOCTD
co0Oparh HEOOXOAUMBIM KOMITJIEKT MaTrepuaia
IUISL MUaTHOCTHUKH (pHcC. 2).

B #ux momoOpaHsr:

— ¢ororpaduu KAPUOTHUIIOB JIUI] MY>KCKOT'O
M JKEHCKOTO T0JIa B HOPME U IPU XPOMOCOM-
HBIX abepparusix;

— U3 MEIUIUHCKUX JINTEPATYPHBIX UCTOY-
HUKOB BBIITUCAHBl ONpEACNCHNs, 3THOJOTHS,
MaToTeHe3, KanoObl, aHAMHE3 AIleHTOB, T1a-
THOCTHKa XPOMOCOMHBIX OOJI€3HEH, UCITONb3Y-
€MBbIX B JIEJI0BOM UIPE;
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— TMOJTOTOBJICHA KJIACCHU(HUKAIIMS XPOMO- — JJaeTcsl OMCAaHUE HapyLIEHU, IPOUCXO0-
COMHBIX HApyIICHWUH M TNpaBWiIa HAMUCAHWs  JISIUX B SMOPUOHAIBHBIN MIEPUOJ, U UX BIIHSI-
BBISIBIICHHBIX a0epparuii; HUE Ha KU3HECTIOCOOHOCTb.

Tt
TERY

a 1(9;11) 4 6) persp.

Puc. 1. IIpumepor xpomocomuwix abeppayuii: a) (¢(9;11)(p22;923), 6) (del5p-)

KOMIIVIEKT MATEPHAJIA AJIS1 JUATHOCTUKH

1. KapuoTunupoBanue

Buomatepuan: kpoBb enbHast ¢ Li-renapurom. JTumbouuTs JlaTa B3sTH MaTepuaa:
nepudepuIecKoi KpoBH.

Xpomocomuslii ananmu3. GTG- okpammBanne. Ananus: 15 ['enorumn: xapuorumn: 46, XX,del(Sp-)
MeTaazHbIX IUIACTHHOK.

v !;U \" 3akmouenue: Kapuorun sxenckuii. BeisBiena
I\K 1 Kx 1 J'Ih XPOMOCOMHasl aHOMAIHA - YACTHYHAs JACIeLs
12 s 4 s KOPOTKOTO mieya  IsTOR XPOMOCOMBI.

PexomenoBana KOHCYJIbTallUs Bpadya-reHEeTHKa.

AN A8 XA AR XX A& A3

D E
A~AAAS XX X8 AR Bpau-uurosor:

13 1w 15 6 17 18

F G
xx xXx AN Aa Kx
19 20 21 22 X X

2. K1nHuKo-1MarHocTHYeCKHe NPU3HAKHU

Cunopom "kowauvezo kpuka' (cunopom oeneyuu 5p), cunopom Jlesxcvena.

Tun nacnenoBanus - MoHocomus Sp. [lomymsaumonnas yacrora: 1:45 000. Ilurorenernyeckue BapUAHTHI
BApPBUPYIOT OT YACTHYHOM J10 MOJIHOM AeNIelMH KOPOTKOTrO IjIeua XpoMocoMmbl 5. J1Jist pa3BUTHsI OCHOBHBIX IPU3HAKOB
CHUHIpOMa 0OJIBLIOE 3HAYCHHE HMEET CErMEHT - Spl5.

Huaznocmuyeckumu _npusnaxamu _3adoneganusn sagasiomea: Mukporedanns, HEOOBIUHBIH KPUK WIM IUIad,
HAIOMHMHAIOINH MsyKaHbe KOLIKM, OOYCIIOBJICH HEJOPa3BHUTHEM TOPTAaHM; AHTUMOHTOJIOMJHBIN pa3pe3 ruas3,
KOCOrJIa3ue, JTyHOOOpa3HOe JIMIIO, YIUIOUICHHAs CIMHKA HOCA, BBHICOKOE HEe0O, KOpOTKas mies.. YIIHbIC PAKOBHHBI
HHU3KO MOCaXeHbl M aedopmupoBanbl. VMMeercss momepedHas JiaJOHHAs CKIaaKa, CHHIAKTHIMSA. YMCTBCHHAs
OTCTAJIOCTb.. [MNOTOHHMS MbIlil. VIHOrJa BCTPEYAIOTCSI KPUNTOPXHU3M U aHOMAIMM IIOYCK. TIpusnaku:
JIYHOOOpa3HOE JIMLO M KOLIAuUi KPUK C BO3PACTOM CIVIAYKMBAIOTCS, a MUKpouedaius M KOCOIasHe  OTYETIHBO
BBIBJISIIOTCS . [IpOJIOIDKNTENBHOCTD KHU3HH 3aBUCUT OT TSDKECTH BPOXKICHHBIX MOPOKOB PAa3BUTHUSI BHYTPEHHUX
opraHoB. BoJIBIIMHCTBO OOIBHBIX MOrHOAIOT B IEPBBIE T'OJIBI KH3HH.

3.lluToreHeTnyecKue U3MeHeH Usi

del(Sp-) uacTuyHast Je/1elHsi KOPOTKOIO IIe4Ya NATOi XpOMOCOMBI: 1
- TIOJHOE OTCYTCTBHE KOPOTKOTO IJIe4a; - YKOPOUEHHE KOPOTKOTO Iieya; i

|

- MosanuHas opma; - (hopMHPOBaHHE KOJIBLIEBONH XPOMOCOMBI |

4. ®opMyJia KApHOTrPaMMBbI

46, XX,del(5p-); nm 46, XY,del(5p-); ‘

Puc. 2. [Ipumep xomniexma HazisaoHo20 Mamepuana 0iisl 8blasieHus abeppayuy CmpyKmypbl XpoMocom —
cunopoma Jlexcvena (kouwauvezo Kpuxa)
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BriBoabI

Takum 00pa3om, pe3ynbTraTsl IPUMEHEHUS
JIEIIOBOM WTPHI TOKa3all CBOIO 3 eKTnB-
HOCTb. [lepBBIe cOMOCTaBICHHS TEOpEeTHYE-
CKHMX 3HAaHUN C NPAKTUYECKOW PEaNbHOCTHIO
B JCJIOBLIX UT'pax JdaJii BOSMOXHOCTH IOHATH
DIyOWHY M 3HaYMMOCTb BBIOpDAaHHOHM CTyHeH-
TaMH Tpodeccur Bpada, KoTopas TpelOyeT
OBICTPOrO M IPaMOTHOIO aHAJIN3a IMPEACTaB-
JICHHON CUTYyalld, YMEHHs HCIIOIb30BaTh Te-
OpPETUUECKHE HApaOOTKU IUTOICHETHYECCKOTO
METO/Ia, LUIMPOKO HCIOJNb3YeMOI0 B I'€HETHKE
yesoBeka. CHHTE3 TEOpUU W MPAKTUKH IIO-
Ka3aJl OLIyTHMBIM pe3yiabTaT B OCO3HAaHUH
CTYACHTAaMM 3HAYMMOCTH (yHAaMEHTaIbHOU
JUCLUIUIMHBI 11epBoro Kypca «OCHOBBI Menu-
IIUHCKON TEHETHUKW)», HAOIICH BO3MOXXHOCTH
ACJIaTb NEPBLIC HIaru B I[aHI)HCI‘/'IHICM II03Ha-
HUU CIIELNATbHBIX MEAULNHCKUX MTPEIMETOB.
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