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Ilenb ucclienoBaHusl — AEMOHCTPALMS BO3MOXKHOCTH NPUMEHEHHs Keiic-MeToaa il 00y4eHusi AUArHOCTHKe peakux (opdhaHHbIX)
3a001eBaHuii HA KOHKPeTHOM npumepe. B craThe npeacTaB/ieHbl BO3MOXKHOCTH BUPTYAIbHON TUATHOCTUKY PEIKOT0 KIMHUYECKOTO
cJayyasi — cOYEeTaHMs IBYX HACJEICTBEHHBIX 3200/IeBanmii: CHHAPOMOB AHresibMaHa u Bunemana—IlITeiinepa. ABropamu pa3pado-
TAHO BeO-NPHJIOKEHHE, MO3BOJISI0NEee BOCTIPOU3BecTH npouece nuddepeHumnanbHOil TMArHOCTHKY € UCTIOIb30BAHMEM MYJIBTHME-
JMAHBIX TexHosormii. Ha kaxmom aTane BUPTYaJIbHOM AMATHOCTHKHM HEOOXOIMMO NMPOAHAIM3MUPOBATH NMPEIOCTABIECHHYI0 HH(ODP-
MalMI0 O MAIMEHTE, ONpPEeNeNUTD IJIAH JATbHEIIero 00c/Ie10BaHUs, «HANPABUTH> MAIMEHTA HA KOHCYJIBTAIMH K CHENUAIUCTAM
u chopMUPOBATh AWATHOCTHYECKHE THIOTe3bl. JIJis OleHKH NMPaBUILHOCTH BHIOOPA NEiCTBUIl BPaya MPeIyCMOTPEHbI BONMPOCHI.
B pe3ysbraTe npoxoxKaeHusi Keiica BHIYMCJISIETCS M BHIBOOAUTCS HA DKPAH MHTErpajbHas OlleHKa — CymMMa 0ajlioB 32 MpaBUJIbHbIE
otBeTbl. [I0BTOPHOE NMPOXOXKIEHNE BUPTYAJIbHON TMATHOCTUKH, KAK NMPABUIIO, MOBBILAET KOJUYECTBEHHbI KPUTEPHii, a IIIABHOE,
NOMOraeT 3aKpenuTh 3HAHUS, HEOOXOANMbIE /ISl MPABUILHOM THATHOCTUKH. VIHTePAKTHBHBINA KIMHUYECKMIA CIydaii MOXKET ObITh
HCNOJIb30BAH B MpoLecce 00yYeHHs CTYIEHTOB MEAUIIMHCKUX BY30B, OPIMHATOPOB B KAYeCTBE JAONOJHUTEILHOTO HHCTPYMEHTAb-
HOTO CPe/ICTBA, a TAKXKe /ISl MOBbIIEHUs KBAIM(UKALMN NEANATPOB, KOTOPbIE B CBOEi NMPAKTUKE MOTYT BCTPETUTHCA C JTAHHOM
naroJiorueii. [IpumMenenne Keiic-MeTo/1a B y4eGHOM NpoIiecce NO3BOJISIET He TOJbKO IMPOBECTH 00YYAIOIIErocs Bpaya 1o 3Tanam npo-
Hecca BUPTYAJIbHOI JUATHOCTUKH, HO M OLIEHUTh NPABHJILHOCTH BbIOOPA €ro /ieiicTBHil, 00bSICHUTD, B YeM OIIMOKA NMPU HEBEPHOM
pelleHuu B TOI WM HHOW CUTYalluu.

Karoueewte caosa: demu, pedxue bonesnu, HacredcmeeHHble 3a001e8aHUS, BUPMYANbHAS OUACHOCMUKA, Kelilc-Memo0d, QUCAHUUOHHOe
obyuenue.
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The purpose of this work is to demonstrate the possibility of applying the case method for teaching the diagnosis of orphan dis-
eases on a specific example. The article presents the possibilities of virtual diagnostics of a rare clinical case — a combination
of two hereditary diseases: Angelman and Wiedemann— Steiner syndromes. The authors have developed a web application that allows
you to reproduce the process of differential diagnostics using multimedia technologies. At each stage of virtual diagnostics, it is nec-
essary to analyze the information received so far about the patient, determine the plan for further examination, refer the patient
for consultations to specialists and form diagnostic hypotheses. To assess the correctness of the choice of the doctor’s actions,
questions are provided. As a result of passing the case, an integral score is calculated and displayed on the screen — the sum of points
for correct answers. Repeated passage of virtual diagnostics usually increases the quantitative criterion, and most importantly helps
to consolidate the knowledge necessary for proper diagnosis. An interactive clinical case can be used in the process of training stu-
dents at medical universities as an additional tool, as well as to improve the skills of pediatricians who can meet with this pathology
in their practice. The use of the case-based learning in the educational process allows not only to conduct the learning doctor through
the stages of the virtual diagnostic process but also to assess the correctness of the choice of the option of their actions, to explain
the wrong decision in a particular situation.
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HaHI/IeHTH ¢ penkuMu (opdaHHbBIMU) 3a00JIeBaHU -
SIMA — CEPBbE3HBIN BBI30B JIJIST CUCTEMBI 3IPaBOOX~
paHeHus Kak B Poccumn, tak u 3a pyoexxom. [1o naHHBIM
Bcepoccuiickoro obiectBa opgaHHbBIX 3a00JeBaHUM,
B MUpE CYIIeCTByeT Oojiee 6 TBIC. peaKUX OOJIe3HEl,
MMM CTpajgaloT OKojio 7% BCcero HaceleHUS 3eMJIH,
B Poccum Takmx 60sbHBIX Oosiee 2 MutH [1]. JmarHoctuka
YacToO 3aTpyIHeHa WM HEeAOCTYITHA, MaTOTeHeTHYeCKoe
JledeHre pa3paboTaHo He Gojiee yeM i 5% opdaHHBIX
3a00JIeBaHU, a B €r0 OTCYTCTBUE — HeOJaronpusiTHbIN
MPOTHO3 TS XKU3HU. [TallneHTaM rogaMu He MOXeT ObITh
VYCTAaHOBJIEH KOPPEKTHBI MIWArHO3, CPedHU BO3pacT
pebeHKa B MOMEHT ero moctaHoBku 7 jet [2]. [Tpuuu-
HaMU JUArHOCTMYECKUX OIIMOOK CIIyXKAT TToXasi OCBE-
JIIOMJIEHHOCTh Bpadeil 0 peaKnx O0JIe3HSIX M HETOCTATOK
3HAHWI O TOM, KaK MPaBUJIbLHO TTPOBOIUTD TMATHOCTUKY.
HecBoeBpeMeHHast IMarHOCTUMKA W JieYeHUE HEPEaKO
TIPUBOIAT K MHBAJTUIHOCTH B IETCKOM BO3pacTe.
BupTyanbHasg OMATHOCTHKA B MEIUIMHCKOM 00pa3o-
BaHmu. B Hacrosiee BpeMs TSI OOYYeHUST CTYIEHTOB
MEIMIIMHCKUX KOJJIEIKe 3a pyOeskoM aKTUBHO pa3BU-
BaeTcs M mpuMeHsieTcs: keric-meton [3]. MeauuuHckue
KeMChl — MHTEPaKTUBHBIE CPENICTBA aHAIM3a KOHKPETHOM
KIMHUYECKOM CUTyalluu, MpoBeaeHus auddepeHImnaib-
HOW IMarHOCTUKY Y BBIOOPA TAKTUKU BeeHMS TIalleHTa.
B poccuiickoM MeIWIIMHCKOM 00pa30BaHUU TIPUMEHE-
HHME BUPTyaTbHOM IMAarHOCTUKU ormpenensercss Pene-
pabHBIM TOCYIApCTBEHHBIM 00Pa30BaTeIbHBIM CTaHIap-
TOM BBICIIIETO 00pa3oBaHUsI, B KOTOPOM TPEAYCMOTPEHO
obecrieueHre OOYYAIOIIMXCSl  «yAaJIEHHBIM  JIOCTYTIOM
K COBpPEMEHHBIM TIpOo(PecCHOHATbHBIM 0a3aM JTaHHBIX
1 WHOOPMAIIMOHHBIM CIIPABOYHBIM CHCTEMaM», a TaKXKe
«JIOTTYCKaeTCsl 3aMeHa 000pYIOBaHUS €r0 BUPTYaTbHBIMU
aHayoramMmu» [4]. Mcnonb3oBaHre MyJBTUMEIUITHBIX TeX-
HOJIOTMI TIPY peau3alii MeIUIIMHCKUX KeCOB TTOMO-
raeT OOydJalolIMMCS BHM3yaJIM3UPOBaTh KIMHUYECKHE
TIPOSIBJIEHUST PEIKOro 3ab0jieBaHUS, JAOCTUYD JIy4IIero
TMTOHUMaHUSI CJIOKHOTO TIpoIiecca MmaToreHe3a, 4To BaXKHO
npu auddepeHumnanbHoil auarHoctuke [5]. CoBpeMeH-
Hble WHMOPMAIIMOHHBIE TEXHOJOTUU TIPEHOCTABIISIOT
BO3MOXKHOCTb TOJIb30BATEISIM TIPOBOIUTL BUPTYAJTbHYIO
JIMAarHOCTUKY B peXXUMe ITUCTAaHIIMOHHOTO IOCTyma. Pac-
TET TOMYISIPHOCTh WHTEPAKTUBHBIX YUEOHBIX KeWCOoB,
TIPENCTaBICHHBIX B BUIE BEO-TIPUIIOXKEHWIT Ha MEIULIMH-
CKUX TIOpTaJiaX, a TAKXKe Ha caiiTaX HEeKOTOPBIX 00pa3oBa-
TEJIBHBIX YUPEXKACHUN U MEIULIMHCKUX KypHaoB [6—8].
BupTtyanbHast [MarHoCTHKa OTpaskaeT IMOCIea0BaTeTbHbBIN
MpoliecC peasbHON TUArHOCTUKK. Yepe3 ompeaeeH-
HOE KOJIMYECTBO IIaroB MMEETCs] BO3MOXHOCTb BEIOpATh
TO WIW WHOE JEiCTBME — Ha3HAYMTh OOCJIeIOBaHME,
«HATIPaBUTh» MalIMeHTa Ha KOHCYJIBTAIINIO K CITELIMAJTUCTY,
MPEeIJIOXKUTh JTMATHOCTUYECKYIO ruroTesy. OOydaroriast
cUcTeMa CIOCOOHA HaTh OLIEHKY JICHCTBUSM TIOJb30Ba-
TeJIsI, TIOIIAaroBO OTOOpakast BepHbIE U HEBEPHBIE OTBETHI.
Llenb paboThl — MPOAEMOHCTPUPOBATH BO3MOXHOCTD
MIpUMEHEHUs Kelic-MeTona it OOy4eHMs] TUAarHOCTHKE
ophaHHBIX 3a00JeBaHMII Ha KOHKPETHOM TIpUMEpeE.

OBMEH OlbITOM

PaspabGoranHass MHTepaKTUBHAsI TIporpaMMa I03BOJISIET
MPOBECTU OOYydYalolIerocs Bpaya Mo 3TamaMm Ipolecca
BUPTYaJTbHON ITWATHOCTUKHU CIIOXHOTO KIMHUYECKOTO
cltydasi, KOrjia MMeeTcsl CoueTaHue IBYX HACJIeICTBEHHBIX
3a00J1eBaHUI, OLIECHUTH NTPaBUJILHOCTL BLIOOPA BapraHTa
ero JIeMCTBUI, a TakKe AaTh OoJiee TIIy00KOe TpecTaBie-
Hue o cuHapoMax AHrenbmaHa u Bunemana—IIreitHepa.

Kmunuueckuii cayyail. Hamu Habmonanach neBouka
13 net ¢ sspkuMu (HEHOTUITMYECKIMU OCOOCHHOCTSIMU.
Ponurtenn npembsiBisiav kaaoObl Ha rpyboe HapylleHue
TICUXOPEUYEBOTO PA3BUTHSI, TIPUCTYIIBI C 3aJePKKOM JAbIXa-
HUST W TUNepBeHTUIsALMe. [lepBble SMUIETITHYECKHE
TMPUCTYTIBI TTOSIBUJIMCH B BO3PACTe 5 JIET: BO CHE OTMevaJcsl
OuTaTepaTbHBIM TOHUKO-KIIOHUYECKUIA IIPUCTYII, ITOBTOP-
HbBI yepe3 2 Mec. 3aTeM TPUCOEIMHUINCH €XeTHEBHbBIC
MPUCTYBI B BUIE 3aMUpaHUsI C OCTAHOBKOM IBIXaHUSI,
LIMaHO30M JIMIIa W TIOAEPTMBAHUS TJa3, TOJOBBI, MBIIIIL
xuBota. [lo maHHBIM BUEO-3JIeKTpo3HIEdanorpadu-
YeCcKOT0 MOHMTOPHMHTA, PerucTpupoBajgach He3aBUCUMast
pervoHajibHasE SMWICNITUYeCKass aKTUBHOCTh B BUCOY-
HO-LIEHTpaJIbHBIX O0JIACTSIX C YCWJIEHMEM cjeBa ¢ Aud-
¢y3HbIM pacripocTpaHeHueM. Bo cHe anunenTudopmMHast
AKTMBHOCTb TpUHMMaia AUG@Y3HBIA TTPOIOKEHHBIN
XapakTep W MMeJia BBICOKMI WHAEKC TPEACTaBIeHHOCTH,
3aHuMast 10 85% 3amucu. B nmanbHeiiieM mpoM3olIes
perpecc pa3BuTHsI peOeHKa, JeBOUYKa TepecTaia XOAUTh,
CTOSITH (TMTO3MHEE ITU HAaBBIKK YACTUYHO BOCCTAHOBUJIUCH).
Ilocne koHcyabTaIMK HEeBpoJora ObUT YCTAaHOBJIEH aUar-
HO3 TeHeTHuYecKast (hoKaTbHasT STWICTICHSI, SITUICTITHYE-
ckas sHIedansonaTisl 1 Ha3HaueHa MPOTUBOCYIOPOXKHAS
Tepansg. B Bospacte 11 JieT mpm ocMOTpe HEBPOJOTOM
OTMEUYEHBI YMCTBEHHAsI OTCTAJIOCTh, OTCYTCTBUE 3KCITPEC-
CHUBHOI peuu, BeIpaXKEHHOE HapylIeHWe OCAaHKU M0 TUITY
CKOJINO3a, pa3rubaTesibHbIe YCTAHOBKM TajiblieB KUCTEH,
JIETKWEe CTuOaTe/IbHble YCTAHOBKH TOJIEHE, 9KBUHO-BaTh-
TYCHBIE CTOITBI, HEYCTOMUYMBOCTD MPU X0abbe. Bbut otMe-
YeHbl HU3KUI pocT pedbeHKa (<3-To MepLeHTIsl), MUKPO-
nedanus (OKpPYXKHOCTb TOJOBbI <3-TO MEpPLEHTWIIS),
TUTIEPTPUXO03 B 00JIACTY MPEATUICUYUii U CITUHBI, OCOOEH-
HOCTH JIUlla — CMHOMPU3, TOJICThIE OPOBU, ITTMHHBIE PEC-
HULIBI, TOHKasi BepxHsis ryda. K 13 romam HaGmonanoch
VXyOIIEHUWe COCTOSIHUST JI€BOYKU, TPUCTYITBI M3MEHU-
JINCh — OTMEYaJTMCh STTM30/IbI 3aAePKKH TBIXaHUST C TIOCH -~
HEHUSIMU Ty0, HOCOTYOHOTO TPEYrojbHUKAa M KOHYMKOB
MajblieB C TOCIEAYIOINMHA TPUCTYIIaMU TUTIEPBEHTHU -
JISIUAU, TIOSIBUJIACh arpeccusl Mo OTHOIIGHUWIO K MaTepu.
TaHgeMHast Macc-CITIEKTPOMETPHUST He BBISIBWIIA JaHHBIX
B MOJIb3Yy HapyllIeHWs] oOOMeHa aMUHOKUCIIOT W allvjIKap-
HUTWHOB, OTIpeieIeH HOpMaJTbHBIN KEHCKUH KapUOTHIT —
46, XX. XpOMOCOMHBIII MUKPOMATPUYHBIN aHAIN3 BbIsI-
BWI CETMEHTHYIO TOTEPI0 TeTePO3UTOTHOCTH B y4YacTKe
15q11.2 (reHomHast joxkamm3ammst 24251567—25253314;
pazmep 1001747 mH) — CErMEHTHYIO YHUIAPEHTAIbHYIO
JNIMCOMMIO B JUTMHHOM IIJIeue XpOMOcoMbI 15. YkazaHHbIe
HapyllleHusT MOTyT HabJomaThesl nMpu cuHapomax [lpa-
nepa—Buinmm v Axrenbmana [9]. DeHOTUIT EeBOYKU
B OOJIBIIIEN CTETIEHU COOTBETCTBOBAJI CUHAPOMY AHTEb-
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[Tymunues A.H. u coasém. BupryanbHasi TUarHOCTUKA B TIEAUATPUN: HHTEPAKTUBHbIN KITMHUYECKUIT CITydail cCOUeTaHusI IBX HACJEICTBEHHBIX 3a00/IeBaHNUI

MaHa (Mukpouedanus, crneuuduyeckas Xoabda «mexa-
HUYeCKasl KyKia», OTCYTCTBUE OXHWPEHUS W BbIpakeH-
HOU rurotomun). [1o maHHBIM CEKBEHWPOBAHUS 3K30Ma
B reHe KMT2A (nokanu3oBaH Ha XxpomocoMme 11, B Jokyce
11g23), BoigBieHa mytammst ¢.3518G>A (p.Cys1173Tyr)
B TETEPO3UTOTHOM COCTOSTHMM (HECMHOHUMWYHAsI 3aMeHa
B 5-M 9K30He TeHa). CoryiacHO KpurepusiM AMeprUKaHCKOTO
KoJUleKa MeAMIIMHCKON reHeTuku (ACMG) wmyrtauus
oTipesieieHa KaK BepOSATHO TlaroreHHasl. JlaHHas MyTarivst
MOXET Habonarbesi pu cuHapome Bunemana—ILTeii-
Hepa. Takum o0Opa3zom, y pebeHKa YCTaHOBJIEH TBOMHOM
JIMATHO3: COYeTaHWe CUHIPOMOB AHreibmMaHa u Bune-
maHa—I1ITeitHepa, YTO TIpeACTaBIsIET COO0M PEAKYIO K-
HUYECKYIO CUTYAIIHIO, CIIOKHYIO TS TUarHOCTUKU.

B yueOHbIX 1essix ObUT pa3paboTaH ClieHapuil BUp-
TYyaJIbHOW TMATHOCTUKM, COMEPXKAIIUi ITOC/IeNOBaTeTh-
HOCTBh 3TaloB, Ha KaXIOM W3 KOTOPBIX HEOOXOINMO
MTPOAHATTM3NPOBATH MTOTYICHHYIO NH(GOPMAIIUIO O TIAIlN-
€HTE W MPUHSTH PelieHre TI0 TaJbHEUTITNM IeHCTBUSIM.
B mpoiiecce pa3paboTki WMHTEPAKTUBHOTO KJIMHUYE-
CKOTO cJTydast ObUTH MCTIOTB30BaHBI Pe3yJIbTaThl 00CTIen0-
BaHMS peOCHKa, B3SThIC M3 UCTOPUU OOJIE3HU, CIETaHbI
doTtorpadru KITMHNYECKUX TTPOSBIICHUI, OTCHSTHI BUIC-
03almiCcy KOHCYJBTAIIMN CIEIUAIIMCTOB Ha Pa3TMYHBIX
STamax HaOMIONEHWS 3a TAaMeHTOM. Bbiio ToydeHo
MHGOPMUPOBAaHHOE TOOPOBOJIBHOE COTJIACHE POIUTE-
JIelt Ha UCTIoJIb30BaHMe (DOTO U BUIECO TaHHOTO PeOCHKA.
Kpome Toro, 6b11 pazpaboraH oOyuyarIrii 6J10K o pa3-
JIMYHBIM acTIeKTaM CUHAPOMOB AHTelbMaHa W Bume-
maHa—IlTeliHepa — coueTaHMs pPeAKUX OoJIe3HEN,
KOTOPOE TOJKHO OBITh YCTAHOBJICHO B TIPOIIECCEe BUPTY-
ATBHOUW MUATHOCTUKU. T MpoTpaMMHOU peanv3ain
00CyX/1aeMOTr0o KJIIMHUYECKOTo cjydasi OblLIO pa3pabo-
TaHO BEO-TIPUJIOKEHUE, KOTOPOE TPENCTaBIsIeT COOOM

MHTEPAKTUBHYIO OOYyYalollyl0 MPOrpaMMy, MO3BOJISIIO-
LIYIO0 TIPOBECTH BUPTYaJIbHYIO JAMATHOCTUKY B PEXUME
JMCTAHIIMOHHOTO JIOCTYTIA.

PesynbraThbl M 06CyXaeHne

WMHTepakTUBHBIA KIMHUYECKUI ciydail omy0iau-
KoBaH Ha obOpazoBatesbHoM moptaie HUKW nemuma-
TPUU, JOCTYMEH [Jisi CBOOOJHOIrO MPOCMOTpa U COAEp-
JKUAT BUJIEO-, TEKCTOBYIO U rpaduyeckyio nHbopmaiuio,
aHUMalIMIO, TECTOBbIE 3aJaHUs, a TakXke OLEHKY Jeil-
CTBMI1 00yyYarolerocst B mpoiiecce BUpTyaabHON 1UarHo-
cruku [10]. Ha mepBom aTamne jevauiuii Bpad B pexxume
BUIEOCOOOIIEHHUS TIPENCTABISIET CBECHUsI O MallMeHTe,
oOpailasi BHUMaHWE Ha KajoObl M JaHHbIE aHAMHE3a.
B uHTepakTUBHOM pexume oOyyaroluiicsl Bpay 3Ha-
KOMUTCSI C KJIIMHUYECKUMU TIPOSIBICHUSMU TMATOJOTUU:
cpociiuecs: OpoBM, TUMEPTPUXO3 TyJOBUINA; Aedop-
MallMM BEPXHUX M HUXHUX KOHe4YHocTeil (puc. 1).
Ha crpanuiie «/laHHble OCcMOTpa» C TMOMOIIbIO BUAEO
JNEMOHCTPUPYIOTCSl ayTUCTUYECKUE YEPThbl TMOBEAECHUS
1 OCOOEHHOCTH JABMKEHUS MALUEHTa — HEYCTOMUUBOCTh
npu xonpoe. Ilepen Tem Kak nepeiTu K riaHy oodcieno-
BaHUs, TIpeJJIaraeTcsl OTBETUTh Ha Bompoc: «Onpenenaunte
TUII TIOXOAKMW» (puC. 2).

B npouecce BUpTyaqbHOl AMArHOCTUKM OOyya-
IOIIUICS 3HAKOMUTCSI C pe3yJbTaTaMU TMPOBEIECHHBIX
HUCCeOBAHUI, MOXET BOCIPOU3BECTU BUIACOPOTIUK
¢ KOMMEHTapusiMU Bpaua. Tak, Bo Bpemst Bujaeo D[ -Mo-
HUTOPUHTIA, MPOBOAMMOIO MO HAa3HAYEHUIO HEBPOJIOra,
3aperuCTPUPOBAHbI MPUCTYMbI B BUIE 3aMEPKKU JbIXa-
HUS, OCTAHOBKM JIBUTATEIbHOU aKTUBHOCTU C BbIPAXKEH-
HBIM 1IMAHO30M TYO C MOCJEAYIOUIUM YacThbiM TIIyOOKUM
JbIXaHUEeM (TUIEePBEHTWISIIMER), KOTOpble HE COIpo-
BOXIQJIUCh  PErucTpalueil UKTaTbHOW  aKTUBHOCTU

[anHeie ocmoTpa

NMuuo
Kowa u ocaxxa

KoHeuHocTH

Matonoruyeckue
OCOBEHHOCTH

CBPOC |

CrnaxeHHsil DUCYHOK Ha NaJOoHAX, KOHYCOBMAHLIE Nansibl, KIMHOLAKTUNMS MU3MHLES, Nansusi Ha
cTonax oGpazyior Tpeaybey u HaKNaaLIBaloTCA ApYr Ha Apyra

[ledopMauna BepXHUX KOHEYHOCTEN: pasrubaTensHbIe YCTAHOBKM NansLes KHCTed

f
JedopMayMa HIKHUX KOHEYHOCTER nerkue crubarTentHbie YCTAHOBKM MONEHeR, SXBUHYCHO-BANLIYCHBIE |

YCTAHOBKM CTON, HEYCTOAYMBOCTL NP X0As0e

HA3AQ BNEPEN

Puc. 1. Cumnrombl 3a0051eBaHus: TUNIEPTPUX03 (a), AedopManuu KoHeuHocTeii (0—r).
Fig. 1. Symptoms of the disease: hypertrichosis (a), deformities of the limbs (6—r).
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M paclieHeHbl KaK HE3MUWIENTHUYECKHe  COOBITHS.
Ha wMexXuKkTambHOI 3ieKTposHIedasorpaMmMe  peru-
CTpUpOBAJIaCh MYJBTUPETMOHAIbHAS SMIENTUHOOPMHAST
aKTMBHOCTb B JIOOHO-TIEHTPAJTbHO-BEPTEKCHBIX 00J1a-
CTSIX C pa3HOW CTEeMeHbIO OMIaTepabHOM CUHXPOHM3a-
LMY, UHOTAA ¢ AUMGY3HBIM pacIpoCTpaHEHUEM, a TAaKXKe
B TIpaBOi JIOOHOI 00JACTM M B IIEHTPAbHO-TEMEHHbBIX
obyacTsix 0e3 YCTOMYMBOW JaTepaiu3alui, ¢ HU3KUM
WHIEKCOM TIpeaCcTaBIeHHOCTH (puc. 3).

Ha xaxmom artare HeoOXOIMMO TPOaHAIM3UPOBATH
MOJTyYeHHYIO K JaHHOMY MOMEHTY WH(MOPMAIINIO O Maru-
€HTE W ONpEeNe/UTh TIIaH JajbHEHIIero o0C/enoOBaHMs.
IMocne o3HakomyieHUsI C pe3yjbraTaMyd MCCIeI0BaHUI
00yyJaroIIniicsl «HaIpaBlisgeT» TaleHTa Ha KOHCYJIb-
TalMio K CIEeIUaIrCcTaM JUIsl YCTAHOBJIEHUS TIPEAIofo-
JKATEJILHOTO nuarHo3a. [locie o3HaKOMJIEHMST ¢ 3aKJIio-
YEHUSMM CIELUACTOB TIpe/iaraeTcsl BbIOpaTh Kiacc
MpearosaraeMoro  3abojieBaHus. BapuaHTBI — OTBeTa:
paxyuTorofo0Hble 3a00JIeBaHUSI, HACJEJICTBEHHbIE aMU-
HOALMAOIATUM W OpraHWYecKue aluaeMUu, XpOMOCO-
MHBbIE OOJIE3HU, MUKPOAEICLIMOHHBIM CHUHIPOM, MOHO-
TeHHBII CUHAPOM C YMCTBEHHOW oOTcTanocThio. Eciu
00yyJaroIniicsl OTBeYaeT HeMpPaBUIIbHO, OH TOJyJaeT 00b-
SICHEHUSI, B UeM OIIMOKa, ¥ BO3BPAIIAETCs, YTOOBI TTOBTO-
puTh TOMBITKY. Hampumep, B ciiydae BbIOOpa BapmaHTa
«HACJIEAICTBEHHBbIE aMWHOAIMIONATUM W OpraHUYeCKHe
alUIeMUN» BBIBOAUTCS OOBSICHEHUE, YTO TI0 pe3yJIbTaTaM
TaHAEMHOM MacC-CIEKTPOMETPUM HET JaHHBIX B ITOJIB3Y
HapylIieHusT oOMeHa aMUHOKHCIOT M alVIKapHUTHHOB.
IToce MOBTOPHOI KOHCY/IBTAIIMN TeHETUKA Y TIOJTyIeHMST
PE3YIBTATOB XPOMOCOMHOTO MUKPOMATPUIHOTO aHAIM3a
o0yyJaromuiics TpUHUMAaeT BO BHUMaHME, YTO BBHISIBJICH-

Puc. 2. Dkpannag ctpanuna «/lanHsie ocMoTpa».
Fig. 2. Screenshot «Inspection data».

OBMEH OlbITOM

Hasl CeTMEHTHasI MOTeps TETePO3UTOTHOCTH (YHUITApeH-
TajbHas AMcoMus) B yuactke 15q11.2 moxet HaGmonaTbest
MpY CUHIpOMe AHTeIbMaHa, a Takke Tipu cuHapome [pa-
nepa—Buimu. OgHakKo KIMHWYECKMX JAHHBIX B TOJB3Y
cunapoma [lpanepa—Buninmm He monydeHo. B coorser-
CTBUU C PEKOMEHIALMSIMU TE€HETHKa IMPOBEICHO CEKBe-
HUPOBaHUS 3K30Ma W B pe3yJibTaTe BBIABICHA MYyTallus
BreHe KMT2A ¢.3518G>A (p.Cys1173Tyr) B retepo3uror-
HOM COCTOSTHUM (HECUHOHUMUYHAS 3aMeHa B 5-M 9K30He
reHa). CornacHo kputepusiMm ACMG wmytaiust omnpene-
JIeHa KaK BepOSITHO MmaTtoreHHas. JlaHHas MyTalyst MOXKeT
HabmomaTbcss TIpu  cuHIpoMme Bumemana—IlITeiiHepa.
Ilpu obGcnenoBaHuM poauTeseil MpodaHAa 3Ta MyTalUs
He omnpeeseHa.

TakuM 00pa3oM, Ha OCHOBAHWU Pe3yJIbTaTOB OOCITe-
JIOBAHUST y IEBOYKU MMEIOTCSI IBa TeHETUYECKUX 3a001e-
BaHUs (IBOMHON 1MarHo3):

* cuHIpoM AHreinbmMaHa. Ha 3to ykasbiBaroT
YMCTBEHHAasl OTCTaJOCThb, MUKpoIehaans, CUMITOMA-
TAYECKasT DIIVMIICTICHS, aTaKCUsT TIPU XOIbOe, IBIKEHUE
«MeXaHMYECKOM KYyKJIbI» M HAJTUI1e CETMEHTHOM ToTepu
reTeporeHHocTu B ydactke 15ql1.2, KpuThueckoM
111 9ToTO 3a00eBaHus. KinHnyeckre naHHbIe B MOJIb3Y
curapoma [panepa—Buinu He onpeieieHb;

» cuHapoM Bmpmemana—IllTeitHepa, miIst KOTOpOro
TUMUYHBI HU3KHWI POCT ¥ HapyIllIeHNe MTUTaHUsI, TIJIOCKOe
JINIO0, HU3KO PaCITOJIOKEHHbBIE AU3MOP(MUYHBIE YIIHBIE
PaKOBUHBI, TOJICTbIe OpPOBU, CMHOMPU3, NIUHHBIE pec-
HUIBI, IIUPOKHWI HOC, TOHKAsT BEPXHSs Ty0a, KIMHOJAK-
TWJIWS TIATBIX MMaJbLEB KUCTEM, TUTIEPTPUXO3, YMCTBEH-
Has OTCTaJlOCTh W HaJW4ue TeTepO3UTOTHON MyTalluu
BreHe KMT2A.

OnpegenuTte TUN NOXO4KU

remunapeTuyeckan

[ © arakTuueckan |

cnacrtuyeckan

MUonaTrHyeckan «yTHHaA/»

OT1BETUTH
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Ilymunyes A.H. u coagm. BupTyanbHasi TMarHOCTHKA B TeIATPUI: MHTEPAKTUBHBII KIMHUYECKUIA CITy4aii COUeTaHUS IBYX HACTIEACTBEHHBIX 3a00JIeBaHUI

JIst Toro, 4ToObI MOTYYUTH OOJIee TITyOOKOe TIPeaCcTaB-
JIEHVe O Ha3BaHHBIX Op(aHHBIX 3a00JIeBAHUSX, B MHTEPAK-
TUBHOI TIpOrpaMMe MpeaycCMOTPEHBI 00yJaloIre MOIYIIH,
B KOTOPBIX B TIOJHOW Mepe WCIOJIb30BaHbI MYJIBTHME-
JIUIAHBIE KOMIIOHEHTBI: BHIEO, 3BYK, aHWUMarusa. Hamm-
yue aHUMAIMOHHBIX POJMKOB MTOMOTAET HAIJISIIHO TTOKa-
3aTh OOYYAIOIIUMCS CIIOXKHBIE TSI BOCTIPUSITUST SIBICHUS,
TIPY 3TOM JOCTUTAETCS O0bIIAsT 3P (HEKTUBHOCTD YCBOSHUST

MaTepraia. AHUMAIMOHHAS TpadrKa MCTIONb3YeTCs TIpe-
KIIe BCETO IUTST BU3yaJTU3aINK TTPOIIECCOB, KOTOPhIE HEBO3-
MOXHO 3aIluicaTh Ha BUIEOKaMepy WIM BOCIPOU3BECTH
C TIOMOIIBIO JPYTUX CPEACTB. AHMMAIIMOHHBIC POJMKHU
JIAf0T BO3MOXKHOCTh MOKa3aTh, HATIPUMED, MOJIEKYJISIPHBIE
MEXaHM3MBbI Pa3BUTHsI CUHApoMa AHTeibMaHa (puc. 4).
IMpu 3aBepieHNU pabOTHI ¢ WHTEPAKTUBHBIM KITU-
HUYECKUM CJIy9aeM Ha 9KpaH BBIBOIUTCS MHTErpabHas

lMnaH obcnedosaHus 2 aman

ins onpefeneHns reHesa NpUcTynos
(2 ypoBent)

¥ @ Bugeo-33T-moHuTOpHHT
E] Xontep 3KIr

& MPT CHHHOrO Mo3ra

OTBeTHTL

B GoapcTeoBaHuM €

XONTepoBCKOS MOHUTODHPORAHMUE CEPAEYHOND
prTMa MOHUTODUHE
KopkoBas puTMMKa CHOPMUPOBAHA B COOTBETCTBMM C BOIPACTOM 2

Kpaitse

3aperncTpupoBasa pernoHanbHan 3FIM!'IBﬂIH¢I0pMMaﬂ aKTMBHOCTL B =
NeBOl UeHTpanbHO-TEMEHHOW W B8 npasoil NOSHO-UeHTpansHO- | «

Bupneo-33r-

]
HU3KOH NpPeacTaeneHHOCTLR kh -

CBEPOC [T |

HA3AL BMNEPE[

Puc. 3. O0yuaomuiicsi S HAKOMHUTCS ¢ pe3yJabTaTaMu Buneo-DD'-MOHUTOPHUHTA.
Fig. 3. The student gets acquainted with the results of the vidleo EEG monitoring.

(]

CvHgpom AHrenbMaHa

MonekynapHbele MEXaHM3Mbl CMHAPOMAa AHrensmMaHa
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Hopma Heneuwvs

Puc. 4. ®parMeHT aHUIMALUOHHOTO POJIHKA.

Fig. 4. Animation clip.
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OlleHKa — CyMMapHOe KOJUYECTBO PallMOHATbHBIX Aeii-
CTBHUI1 00yYaloIIerocs B Mpoliecce BUPTYaTbHON TUarHo-
CTUKU ¥ TIPaBUJILHBIX OTBETOB Ha BOMPOCHL. [1o HamreMy
MHEHUIO, 11eJIeCO00Pa3HO TOBTOPHO MPOBOAMTH BUPTY-
aJbHYI0 OUArHOCTHKY WHTEPAKTUBHOTO KIMHUYECKOTO
caydast C IeNblo YIyJIIeHUST WHTEeTPaibHOM OLIEHKH.
DTO BaXHO I 3aKpeTUIeHUWsT 3HAHWi, HEOOXOIMMBIX
s audbepeHIMaTbHOM TUarHOCTUKU CIIOXKHBIX KITH-
HUYECKHUX CIyJaeB, KOTOPBIE MOTYT BCTPETUTHCS B TTpaK-
TUYECKOl paboTe Bpaya.

3aknovyeHue

JwuarHoctuka peakux (opdaHHBIX) 3a00JieBaHUI
4acTo 3aTpyJHEHa B CBSI3U C MOJUMMOpPGU3IMOM (heHO-
TUMIUYECKUX TIPU3HAKOB HACJIEICTBEHHOW TMAaTOJOTUU.
BOTO0 0COOEHHO SIPKO TIPOSIBIISIETCS] TPU COUETAHUU JIBYX
TeHEeTUYECKMX 3a00JIeBaHUM, TOCKOJIbKY CUMIITOMBI
CMelnBamTcs B heHoTUIe pedeHKa, GopMupyst Ciox-
HbIE COYETaHUs, KOTOpbIE TPYJAHO pacro3HaTh [axe
OTBITHOMY CTICHMANMCTY. B TakmMx ciydastx Ha ITOMOIIb
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OPUXOASAT BbICOKOpAa3pellaolie FreHeTUIEeCKUEe TeXHO-
JIOTUU, TaKMe KaK CEKBEHUPOBaHME HOBOTO MOKOJIEHUS
U MOJIEKYJIpHOE KapuOTUMMpPOBaHUE (XPOMOCOMHBIN
MUKpOMaTpUYHbIA aHanu3). [Ipu 3TOM BakHOe 3Haue-
HUE UMEET YMEHMUE JIeYalllero Bpaya NpaBWIbHO U CBO-
€BPEMEHHO MPEAIOJOXNATh TEeHETUYECKE HapyIIECHUS
W HAIpaBUTh IMAllMEHTa K TEHETUKY, a TAaKXKe MPOBECTU
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rHo3a. MHTepaKTUBHBIN KIWMHUYECKUI Clydyail MOXeT
OBITH MCIIOJIb30BaH B TIpoliecce OOyYeHHUs! CTYIEeHTOB
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