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Beenenue

[Iporpeccupyromas mbliiednas auctpodus ro-
urenna (IIMJ] J{rorieHHa) — HACIEICTBEHHOE HEPB-
HO-MBILLIEYHOE 3a00JIeBaHKe, 00YCIIOBIEHHOE MaToJI0-
ruueckoi Mmyrauueii B rene DMD, otBercTBeHHOM 32
BBIPA0OTKY Oeska AucTpoduHa, CTaOMIN3UPYIOLIETO
MEMOpaHbI MBIIICYHBIX KIETOK. OTCYyTCTBHE WIIH
HEIO0CTaTOK AUCTPO(HHA MPUBOAUT K Pa3pyLICHUIO U
JereHepali MBIIIEYHBIX KJIETOK, YTO BBI3bIBAET MPO-
IPECCUPYIOLILYIO MBIILIEYHYIO CIa00CTh U OTEPIO IBU-
rarenpHOl Qynkimu [1, 2]. [IM/] dromenHa sBiseT-
cst X-CIICTUICHHBIM PEIIECCUBHBIM 3a00JICBaHUEM, B
CBSI3U C Y€M BCTPEYAETCS B OCHOBHOM y MaJIBYHKOB.
[pubmuszurensHo B 8% caydaes nposisnenne [TM]T
JrorienHa MOXeT HaOIOaThbCA Y JIHLL )KEHCKOTO T10J1a,
SIBISIOLIMXCST HOCUTENIbHUIAMU  J1e(DeKTHOIO TIeHa
DMD. DT0 BO3MOKHO B pe3yibTare TaKuxX HapyIie-
HUI KaK JTailoHu3aIus (HepaBHOBECHAS HHAKTUBAIINSI )
X-XpOMOCOMBI WJIM BCIEICTBHE COAJaHCUPOBAHHBIX
XPOMOCOMHBIX NIEPECTPOEK, 3aTParuBarolliuX OAHY U3
ayrocom U X-xpomocomy [3].

Pacnpoctpanennocts [IMJ] JlromenHa 1 Ha
3500 — 6000 HOBOPOXAEHHBIX MAJIBIUKOB, B CBS3H
¢ 4eM 3a00JIeBaHUE SBJIACTCS CaMbIM YacThIM BHUIOM
MBIIIEUHBIX nuctpodwuii [4, 5]. B pamkax aBcTpanuii-
CKOM MOJIeJIM KaCKaJHOTO CKPUHHHTA U TeHETHYECKUX
JUArHOCTUYECKUX TEXHOJIOTMHA KyMyJSTHBHAs 3a-
6orneBaemocth coctaBwia 19,7 va 100 000 >xuBopo-
JKICHHBIX MaapaukoB ¢ [TM/] Jlromenna [6].

B cBsA3u co cTaguiiHbIM TeueHneM 00JIe3HN KpH-
TUYECKH Ba)KHO MOHHUTOPUPOBATH COCTOSHUE Mallu-
eHTa, oOpalasi BHUMaHUE Ha IMOSIBICHUE HOBBIX WMJIU
HM3MEHEHHE UMEBIINXCS paHee KIMHUYECKUX CHUMIITO-
MOB. B paHHeM Bo3pacTe KIMHUYECKas TUarHOCTHKa
[IM/] dronieHHa NpeACTaBIsieT 3HAUUTENbHBIE TPY.I-
HocTH. [locTaHOBKa JuarHo3a oTcTaeT Ha 2 u Oosee
roza [8, 9]. XoTs nepBble TPEBOXKHBIE IPU3HAKH 3200-
JIEBaHUSI MOT'YT IIPOSIBIIATHCS YK€ Ha IEPBOM M BTOPOM
rojly >KM3HM pebeHKa — 3TO OTCTaBaHHE OT CBEPCTHH-
KOB B MOTOPHOM DPa3BUTHU (3aJepiKKa C yAepKaHUEM
TOJIOBBI, CHJICHUS, XOJIbOBI, Oera, HeJIOBKOCTh U JIp.),
MbIILIEYHas] CJa00CTh, IMOBBILICHHAs YTOMJISIEMOCTh
[1, 7, 8]. HecBoeBpeMeHHasi MOCTaHOBKA IHMArHO3a
CBSi3aHa C HEYETKOCTBIO BBIIIE MPUBEIECHHBIX MEPBBIX
MIPOSIBIICHUH M HEOCTATOYHOM ONBITHOCTHIO Bpadeit
LIMPOKOTO NPOQUIS WHTErpaTUBHO OLEHMBATH JHa-
THOCTHYECKOE 3HAUYeHNE aHAMHECTUYECKUX M KIMHU-
yeckuX AaHHbIX. OpHako B mocienHee Bpems [TMJ]
JrorieHHa Ha4aau BBIABIATH B OoJiee paHHEM BO3pac-
te. Tak y 156 MaJIBYUKOB TIEPBHIC CUMIITOMBI OBLITH
OTMEUCHBI B CPEIHEM B BO3pacTe 2,5 JIET, XOTs 00-
ClIeZIOBaHME BpadoM 0OLIe MPaKTUKKA MPOMCXOIUIIO
B cpeqHeM B Bo3pacte 3,6 roma, a MOMEHT IEPBOTO
OIIpECIICHUS] YPOBHS KPeaTHHKUHA3HI, SIBISIFOIICHCS
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JOKIMHUYECKUM MapKEPOM MOBPEIKACHHS MBIIICU-
HBIX KIETOK, coctaBmi 4,7 roma [10]. Dra 3amepx-
Ka MPUBOIMUT K HECBOCBPEMCHHOMY HAudaly JICUCHHUS
DIIFOKOKOPTHKOCTEPOUIAMH, H3-32 YEr0 MPOUCXOIHUT
YXy/AIIEHUE COCTOSIHHSI OOJBHOTO, MOCKONIbKY [TM/]
JromieHHa mporpeccupyeT ¢ JOBOJIBHO BBICOKOH WH-
TEHCUBHOCTHIO, B KOHCUHOM CUETE 3aBEPILAsICh ITOJIH-
OpraHHoO# HemocTaTroyHoCThIO [1, 2, 5].

JluHaMuKa HAPYIICHUS JIBUTATEIbHBIX (QYHKIHN
oIpezessieT mepexon OT aMOyJIaTOPHOro cTaryca ma-
LUCHTA K HeaMOyIaTOPHOMY, T.€. TOTEPE CIIOCOOHOCTH
K CaMOCTOSITEIILHOMY TepeaBikeHn0. OObEeKTHBHAS
OLICHKA COCTOSIHHSI OCYIIECTBIISIETCSI C HCIONB30Ba-
HUEM MHOTOCTAIUIHON KIIacCU(UKAIUU MPOTPECCH-
poBanwust [IM/] rorrenna [2], B HacTOsIIEM HCCIIENO-
BaHHH Ha OCHOBE BOCHMU-CTaIUuitHOTO BapuanTa [ 11].

BaxHoe 3HaYCHHE HMEET KOHIEHTYaaH3alus
3HAHWH O MPOSIBICHUAX 3a00JIEBaHMsI, BKIIOUAIOIIAS
CTPYKTYPHPOBAaHHOE [ETAaJbHOE OIMMCAHUE CUMIITO-
MaTUKH, TO3BOJISIONIEH MaKCHMAlIbHO YETKO OXa-
paKTepU30BaTh OTICIBHBIC CTAIUH ITaTOIOTHYECKOTO
nporecca. [lomxox, OCHOBaHHBIA Ha METOJIAX MHXKE-
HEpUH 3HAHUH, MMO3BOJSIET MPEACTABUTH OCHOBHBIE
MIPU3HAKHU, XapaKTePH3YIOIIUE KKAYIO CTaauio 00-
JIC3HH, YTO BOKHO HE TOJHKO BO BPaueOHOW MpPAKTH-
K€, HO W JUIS CO3JaHMs WHTEJUICKTYaJbHOW CHUCTEMBI
MOAICPKKH IPUHSTUS CBOCBPEMEHHBIX TUArHOCTHYEC-
CKHX pELICHUI.

1. ®opMupoBaHue NPU3HAKOBOIO MPOCTPAHCTBA
M/ dromenna

MHorocTaauiHbIN MpoLeCcC MPOrpPeCCUPOBAHMS
IIM/] MromenHa, XapaKTepU3YIOIIMKCS HapacTaro-
LIMMH U3MEHEHUSIMH, CIIENyeT paccMaTpUBaTh B YeT-
KX (POpMyITHpPOBKAX MPOSIBICHUI KaxIoro drama. B
TO K€ BPEMsI B YaCTH CIy4yaeB CJIOXHO ONPEAEIUTh
CBSI3b OT/IEJIbHBIX MPU3HAKOB C TOW WJIM MHOM cTaiu-
eil 3aboneBanus. DTO ABISETCS XapaKTepHOW 4epToit
KOHTHHYaJBHOTO mpolecca Oonesnu [ouienna, npu
KOTOPOM HaOJFOIAaeTCsl MOCTYIATEIbHOE Pa3BUTHE,
CBOETO poja «Mapi npusHakoB». OIHAKO 3TOT MPo-
LIECC MOYKET TOPMO3UTHCS U JAXKe YaCTUYHO perpec-
CHpOBAaTh NP CBOEBPEMEHHOM NPUMEHEHUH I1aTO-
TCHETHUYECKON Teparuu.

OCHOBBIBasiCb Ha MHOT'OJIETHEM OIIbITE KIMHH-
YECKOro HaOMIoaeHus 3a OONBHBIMU C MPOTPEecCH-
pylomeil MpledHoil aucrpodueit Jromenna, OBLT
olpeiesieH peABapUTENbHBIN lepeueHs u3 14 npu-
3HAKOB, MO3BOJIAIOIINX OXaPaKTEPU30BaTh 7 CTaIui
0oe3HM U3 8, UCKITIOYast TEPMUHAIBHYIO. [IepBUYHO
0TOOpaHHBIE MPU3HAKH B MTOCJIEAYIOIIEM YTOYHSIIUCH,
NIEPEUMEHOBBIBAIIUCH, JOMOJHSINCh, HEKOTOPBIE HC-
KJIIO4aJIiCh. Tak MpU3HAK «BO3PacT» ObLI MCKIIIOYEH
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MOCJ€ PacCMOTPEHUs Borpoca 00 OIHO3HAYHOCTH
COOTBETCTBUSI BO3PACTHBIX MHTEPBAJIOB U cTauid 00-
JIe3HU. ITO OOBSCHSIETCSI TEM, YTO B MOCIEIHUE TOJIbI
MOSIBIISICTCSI BCE OOJIbIIE MyONUKAIMA O HATMYUH 5B-
HBIX KiIMHU4eckux nposieiiennit [IM/J] Mromenna o 4
net xu3Hu [7, 8]. PaHee 3TO cuuTaNoCh MPaKTUYECKH
HEBO3MOXKHBIM.

B oTHOIIEHMM HCXOAHOTO MHOXKECTBA IMPU3HA-
KOB, XapaKTepHU3YIOIIUX JUHAMHUKY W3MEHEHHU I10
cTanusaM 6oJie3HH, ObUI0 He0OXoAUMO: 1) onpenenuTs
XapaKTePUCTUKN TIPU3HAKOB, BepOaibHBIC OIHUCa-
HHUSI KOTOPBIX OBUTH HETOCTATOYHO Pa3IMYMMbI HIIH
MPAKTUYECKU COBIAJIAIH; 2) MPOBECTH KPUTHUECKOE
paccCMOTpPEHHE HEOJHO3HAUYHBIX (POPMYJIHUPOBOK; 3)
OCYIIIECTBUTh TpaHC(OPMAIMIO MPU3HAKOB B YeT-
KyI0, CTPYKTypupoBaHHYyI0 (opmy. s yTouHeHus
MPU3HAKOB M XapakTepa WX MPOSIBICHUN ObLT IIPOBE-
JIEH MHOTOTYPOBBIN IIUKJI COBMECTHOTO OOCYKJICHUS
9KCIEPTOM-HEBPOJIOTOM M KOTHHUTOJIOTOM XapakTepa
W3MECHEHHI KIMHUYECKUX CHUMIITOMOB 3a00JIeBaHUSI,
COOTBETCTBYIOIIUX KaXAoW cramuu Oonesnu. [Ipu
ATOM pelIaJIUCh BOMPOCHI YTOYHEHUS, O0bEIUHEHUS,
WCKIIFOYCHUS OT/ENbHBIX TPHU3HAKOB. VX HedeTKui
XapakTep, MPH HATNYUK CYObEKTHBHOCTH B OIICHKAX,
SIBJISIETCS] IPUYMHON YBEIIMYEHUST HEOIPEISICHHOCTH
MPU PACCMOTPEHUU TIEPEXOAHBIX CTAIUN OONE3HU.
[TpusHaku, KOTOphIE HEBO3MOXXHO OJHO3HAYHO OIIe-
HUBATh B IPAKTHKE, HCKITFOYAINCH U3 PACCMOTPEHUSI.

VYTouHEeHUE U IEpEUMEHOBAHKE TIPU3HAKOB OBLIO
HaIIPaBJICHO Ha CHUYKEHHE HETIOJHOTHI ¥ HEJIOOIIpeie-
JICHHOCTH B UX OMHUCAHUSIX Ha pa3HbIX cTtaguax [IMJ]
JllommeHHa B TeX ciydasX, KOrja IepBOHAYaIbHbBIC
BapUaAHThl HE J1aBalll YETKOTO PA3IMYCHUs CTaIui
BBHy OJNIM3KMX HWJIM COBMAJAIOIIUX (HOPMYITHPOBOK.
B kauecTBe nmpuMepa MOXKHO Ha3BaTh MPU3HAK «ITO]I-
MPBITUBAHUE BBEPX Ha 2-X HOTraxy», MEPBOHAYAIBHO
MPEJICTaBIEHHBIN BCEro B ABYX (hopmynupokax. [lo-
cienyromiee o0CyKIeHHE MO3BOJIUIIO JIaTh MMOCTa -
HBIE OTMCAHMSI BCEX BAPUAHTOB MOTIBITOK BBHITTOTHEHUS
WK n300pakeHust npbokka (tabi. 1).

Ta6n. 1
BapwnaHTbl onncaHuin npnsHaka «noanpbirMsaHme
BBEPX Ha 2-X HOrax» B COOTBETCTBUM CO CTaAMSIMU
NMMA OioweHHa
KnuHunyeckue nposaBI€eHNAa

MpbIXKOK C OTPLIBOM ABYX HOI OT MOBEPXHOCTM Nosia
npr)KOK C OTPbIBOM ABYX HOI OT MOBEPXHOCTU nona

MoTeps cnocoBGHOCTM K NPbLIXKKaM NPy COXPaHeHUn
BCTaBaHWNS Ha HOCKM

MepemunHaeTcs, NbITasicb NOAHATLCS HA HOCKM
HeBO3MOXHOCTb M306pa3nTb NOMbITKY NPbIKKA

Craavs

Q|| W [N|=

[Ipu oObeAMHEHNH HEKOTOPBIX MPHU3HAKOB, OJ-
HOBPEMEHHO OBUIM YTOYHEHBl WX XapaKTePUCTUKU
(cBolicTBa), COOTBETCTBYIOLIME pa3HbIM CTaIUsAM.
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B 4acTHOCTH, TOHSTHE «MOOUIBHOCTH MAIUEHTa»
(Tabn. 2) BKIIOYAET «BO3MOXKHOCTH CaMOCTOSTEIb-
HO XOIUTh» U «Oer». B pesynbrate oObeAMHEHHBIN
IPU3HAK MO3BOJIMI OTPasUTh IOCIEI0BATEIbHOCTh
npolecca yObIBaHHSI MOTOPHBIX BO3MOXHOCTEH Mary-
eHTa.

Ta6n. 2
BapuaHT 06beanHeHHOro npuaHaka «MobunbHOCTb»
MpuaHak XapakTtepuctuka npusHaka Cragusa
Ber c oTpbIBOM 2 HOT OT 3eMAn, 1
npucyTCTBYeT pasa nonera
Ber ¢ oTpbIBOM 2 HOT OT 3eMJIX, HO 5
6e3 dasbl noneta
CnocobHocTb k 6ery no Tuny
«Duchenne jog» (HanomuHaeT 3
MoGunbHOGTE | CMOPTUBHYIO X0Ab0Y)
naumeHTa HesoamoxHOCTb Gera npu 4

CcoxpaHeHnn xoas0obl

CnocobHOoCTb k xoapbe Ha 10 M n
6onee, ¢ 3aTPyAHEHNAMMN 5
1 6€3 BO3MOXHOCTU YCKOPATLCS

HEeBO3MOXHOCTb CAMOCTOSITENILHO 6

npovitn 10 m

Perienne 00 ymaneHWM TPU3HAKOB MpPHUHUMA-
JIOCh B CBSI3M C KPUTHYCCKHUM TEPECMOTPOM HMEIO-
[IUXCS] 3HAHWM, C MO3UIMK OLECHKH yOeTUTeIbHOCTH
M OJHO3HAYHOCTU, OOBEKTUBHOCTH M JOCTATOYHOCTHU
B OTHOIIIEHUH COOTBETCTBHS OMNPEIACICHHON CTaJuu
6one3nn. OAHOBPEMEHHO HCKIIIOYAINCh TMPU3HAKH,
HEYETKO XapaKTEPHU3YIONIUE CTAIUM M M3IIHUIIHE yC-
JIOXKHSOIIUE ONTMUCAHNE KITMHUYECKON KapTHHBI.

YTouHEHHE U CTPYKTYPHU3ALUS OCYIICCTRISINCH
B JIHAJIOTE C BKCIIEPTOM-HEBPOJIOTOM M MPH €ro KOH-
CYJIBTAIUSAX C OPTOMEIOM, KapIHOJIOrOM U ITyJIbMO-
HOJIOTOM-(DYHKITHOHAIMCTOM, YTO MO3BOJIUIIO OCYIIIE-
CTBUTH AATBHEHIIYIO KOPPEKTUPOBKY (HOPMYIHPOBOK
MPU3HAKOB.

PemosienupoBaHre TNPU3HAKOB U H3BJICUCHHE
(0b6ocobieHne) U3 HUX HOBBIX NPU3HAKOB OCYILIECT-
BJISUTOCH B HEKOTOPBIX CIydasiX, K MPUMEPY, B paMKax
MpU3HAKA «KOHTPAKTYPhD» TPeOOBAIOCHh BBIICIHUTh
onucaHue PyHKIIUOHAIBHBIX MOCISICTBUI GOpMHUPO-
BaHUS TYyTOMOJBHKHOCTH U CrHOATEIbHBIX YCTAHOBOK
cyctaBoB. [loaToMy OBLIO PEIICHO BBECTH MOHSATHE
«BBIHY)KJICHHAs 11032 (00yCIIOBJICHHAsT KOHTPAKTypa-
MH ¥ MBIIICYHOM CITA00CTHIO)».

2. CTpyKTypa 3HAHHI{

CrnenyromuM BaKHBIM 1LIATOM B IIPEICTaBICHUH
MIPU3HAKOBOTO TPOCTPAHCTBA SBUIACH TpaHchopma-
LU B CTPYKTYPUPOBAHHYIO (OpMY, BKIOYAIOLIYIO
KOHLIENT KaK MOHATHHHYIO CTPYKTYpY, arpulyT (Iipu-
3HAK), XapaKTepUCTUKYy W 3HAYeHHe arpulyTa Kak
Oonee cTporoe U TOUHOE OMMCAHHUE CTAAUU OOJE3HH.
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Ta6n. 3
KoHuenTyanbsHOe noctagMnHoe npeacrasneHne 3aHann o NV JioweHHa Ha npMepe KOoHLLeNTa «BbIHYXXAEHHAs
nosa»
KoHuenT ATpuOYT (NpU3HaK) Xapakrtepuctuka / 3Ha4yeHus atpubyrta | Ctagus
1
2
I'Iau,meHT MOXET NOAHATb PYKW BbiLLE YDOBHSA 3
nney 4
DYHKUMOHANBHOCTb HaPYLLEHN
BEPXHE KOHEYHOCTH 5
naU,I/IEHT MOXET NOAHATb PYKN HE BbilLe 6
BbIHyXeHHas no3a YPOBHS ey
(0BycnoBneHHas KOHTPaKTypamMm n [MayneHT He MOXET NOAHSATbL PYKU 7
MbILLIEYHOW CaboCTbiO)
MauneHT B no3e «cuas» (KONeHHbIE CyCcTaBbl 6
nop, yrnom 6onee 90 rpanycos)
[MauneHT B No3e «nexa» (KONeHHble CyCTaBbl 7
nop yrnom meHee 90 rpaaycos)
MNonoxeHue nauneHTa
Cuaaunii naumeHT MoxXeT ObITb MoCTaBNeH 6
Ha HOIM C MOMOLLbIO OMOPbI A4 CTOAHUA
naLl,I/IeHTa HEBO3MOXXHO NMOCTaBUTb B 7
BepPTUKabHOE NoJioXXeHne

Tak, B KOHIIENITE «BBIHYKICHHAS 11032 OBLIH BBIACIIC-
HbI 2 arpubyTa (Tabi. 3), 9YTO MO3BOJIMIO YTOYHHUTH
TpaHUIly MEXIy HeaMOylIaTOPHBIMU CTAUSIMHU O H
7. XapaKTepHCTHKH MTPU3HAKOB OBLIH YIIOPSIOYCHBI C
ITOMOIIBIO JTMHTBUCTHYECCKOW PAHTOBOM IIKAJIBI.

B mporecce yTouHEHHUST KIIMHUYECKOH KapTUHBI
3HaHHS OBUIM MOJBEPTHYTHI aHAIU3Y C MO3MLUN He-
YETKOCTH, HEOJHO3HAYHOCTHU, HEIOOMIPEINEICHHOCTU
[12].

MonanpHOCTh MPHU3HAKOB, XapaKTEPHU3YIOIIast
WX JUArHOCTUYECKYI0 3HAYMMOCTb JJIsl OICHKU
OIPEICNICHHON CTaanu, ObUTH MPEACTaBICHA TpPeMs
rpajanusiMi: OCHOBHBIC (OIIPEIEIISIONINE), BAXKHBIC
YU BTOPOCTEIICHHBIC (JOMOIHUTEIbHBIC, YTOYHSFO-
mye). OTo MOCITYKHIO OCHOBAHHEM JIJISI BBIICICHUSI
MIOHSTHSL OTIOPHBIX MTPU3HAKOB, BKJIIOYAIOIINX [ICPBbIC
JIBE TPaJaluy, TIPU ONPEACICHHON YTOYHSIOMICH POIn
JOTIOTHUTEIIbHBIX.

JluHaMuKa M3MEHCHUS MPU3HAKOB, XapaKTepu-
3YIOLIUX MPOLECC MOCTYMATeIbHOTO YXYAIICHHUSI MO-
TOPHBIX BO3MO)KHOCTEH IPH MEePEeXoe OT OTHOM cTa-
IIMH K IPYTOM, JEMOHCTPUPYET KBa3UKOHTHHYaTbHBIN
XapakTep MPOrpecCUPOBAHUS MBIIICUHON TUCTPOPHU
M/ dromenna [11]. [TosTomy KpaiiHe BaxHO OBbLIO
MaKCHMAIIbHO TOYHO TMPEICTaBUTh TOYKU IIOCTa-
IUITHOTO Tepexojia MaToJIOTHIECKOro Impoiecca, T.€.
YTOUHUTH (DOPMYITUPOBKH TPU3IHAKOB, IEMOHCTPH-
PYIOIINE TOATAITHBIC H3MEHEHUS B KIIMHUYECKOH Kap-
TUHE Oosie3HU. Pe3ynpraToM 3TOro OBLIO MOBHIIICHHE
YETKOCTH B ONMCAHUSIX CTaIUil, BBIBICHHE M UCIIPAB-
JICHWE CKPBITHIX HEIOCTATKOB. DTO CIOCOOCTBOBAIIO
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MOBBIMICHHIO MOCTAAUHHON PasTMIMMOCTH TEUCHHS
OonesHHu.

B pesynbrate 66110 cHOPMHUPOBAHO MOJIE 3HAHHUI
[13], B xoTopoM mpexacTaBneHsl: (a) 11 koHuenTos,
(6) 16 aTpubyTOB (IpHU3HAKOB) U 76 XapaKTEPUCTHK/
3HAYCHHUH aTpHOyTOB.

3. DkcnepTHasi OLleHKA NPU3HAKOB

B KOHKpETHBIX CHUTyalUsIX Ba)KHO YUYUTHIBATb
TPYAHOCTH BBIMOJHEHHUSI JUArHOCTUYECKUX TECTOB
nanudeHTaMu (HaIpuMep, TMONBITKA MOTHATHCS Ha
HOCKH, KOTZIa NAUHUEHT MEPEMHUHAETCS, YTO MOKET
HMUTHPOBATh AJIEMEHT BCTaBaHUS HA HOCKH) U TPYI-
HOCTb U1 Bpaya OTHO3HAYHO OLEHHUThH XapaKTep Mpo-
SIBIICHUS TIPU3HAKA, & TaKXKe 4acTOTY BCTPEYaeMOCTH
MpU3HaKa Ipu TOW WIM MHOM cTaguu 3abosieBaHus. B
CBSI3U C 9THM TPeOOBaJIOCh ONPEICIUTh YPOBEHb YBE-
PEHHOCTH DKCIEPTa B OTHOILEHUE PA3JIMYHBIX aCIIEK-
TOB paccMaTpUBaeMoro npusHaka. J{Jis 3Toro daxrop
YBEPEHHOCTH BBICTABIISIICS SKCIIEPTOM K KaXIOM Xa-
PaKTepUCTUKE NpPU3HAKA — JIMHIBUCTUYECKOH mepe-
MeHHOI [ 14]. DTu Mepsl oBepus, XapaKTepU3yIOIIHe
MPECTaBIEHUE HKCIEPTa O 3HAYUMOCTU MPU3HAKOB,
MOXXHO CYMTaThb MHTYMTUBHO-WHTEpPBAJbHBIMHU. MH-
TYUTUBHOE HCTOJIKOBAHUE TIO3BOJIAET MHTEPIPETUPO-
BaTh CUTYaLMIO JJISl Pa3HbIX BapUaHTOB IMPOSBICHUS
3a0oneBanud. MHTeprperanuss MHEHHsS JKCIepTa,
XapakTepu3yolas HEYeTKOCTb ero IMpeacTaBICHUs
0 HAOJIIOIAaeMOM SIBIICHHH, B HEYCTKOW JIOTHKE TIOHH-
MaeTcsi Kak OTOOpakeHHe KaKIOW MEepeMEeHHOH BO
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Ta6n. 4
dparMeHT KOHLEeNTYyanbHOro NocTaauiMHoro onnucaxums ctagmin MM, JioweHHa ¢ akcnepTHbIMY OLeHKaMun
Xapakrepuctuka OueHka OueHka
KoHuenT ATpuoGYyT (NnpU3HaK) / 3HaueHune Ouehka 4acToTl TPyAHOCTN TPyAHOCTN Crapus
BCTPE4YaemMocTu
anMGVTOB BbIFABJIEHUA NCMOJIHEeHUsa
>500m 0,8 - 0,2 1
o1 350 M 10 500 m 0,8 - 0,4 2
Tecrc MpolipeHHoe 3a 6
LIECTUMUHYTHOM oT 150 M 1o 350 m 0,8 - 0,6 3
xonb60it MVHYT PacCTOsiHME
oT10Mm o 150 m 0,8 - 0,8 4
<10wm 1 - 1 5
Mogwvem c nona 0.4 ) 0,2 1
6e3 nepekata
MprmereHne Moabem ¢ nona ¢ 0,4 - 0,2 1
MMonaTn4eCcknx rnepekaTtom
npremos Mosepca VMcnonb3oBaHne 0,5 - 0,4 2
rnepekaros
npu BCTaBaHn C
nona Moawvem ¢ nona c 0.5 B 0.4 3
NnepeBopoTOM Ha
HKnBOT 0,5 - 0,4 4

MHOXKE€CTBO 3HAUEHUN HMCTUHHOCTU B WHTEpBAJIe OT
0 10 1 [15]. ITpuMepbl SKCIEPTHBIX OLIEHOK YacTOThI
BCTPEUYAEMOCTH, TPYAHOCTH BBISIBJICHUS M TPYJAHOCTH
HUCTIOJHEHUd B onucaHusax npusHakoB [IMJI romien-
HAa 110 CTaUsIM MOXKHO BHJICTH B Taom. 4.

KonmnenryanbHoe onucaHue KIMHUYECKOW Kap-
tunbl [IM/] JlromeHHa, CONMPOBOXKIAEMOE IKCIEPT-
HBIMU OIICHKAMHU JUISl OTJIEIBbHBIX XapaKTEPUCTHK
KaXXJ0TO TIpU3HAKa, IMO3BOJSIET Oosnee IPPEKTUBHO
OTpa)kaTb HEUETKUE TIEPEXOJIbl MEXy CTaJAusIMH 00-
JIE3HW B TUHAMUYECKOM MHOTOCTAJUHHOM MaTOJIOTH-
YECKOM ITpoliecce.

3aKkjoueHue

1. KonuenTyanu3anusi 3HaHUH O TPOrPECCHPYIOMICH
MbIlIeYyHOH aucTpoduu [onieHHa mo3Boiuia B
npolecce CTPYKTYpHU3alMM HUCXOAHON HH(OpMa-
UM YTOYHHUTH (HOPMYIHPOBKU, OOBECAMHUTD HIIH,
HA000POT, MOIPa3AEIUTh MPU3HAKH.

2. JJIOCTUTHYTO CHHIKCHHUIO HEIOOMIPEICICHHOCTU
ONMUCAaHUI OTIENbHBIX CTaauil 00Je3HH, UYTO IO-
3BOJIMJIO YTOYHUTH IPAHULIBI NIEPEXOA0B MEKIY
HuMH. OJHOBpeMEHHO ObUla YCTaHOBJIEHa 3Ha-
9UMOCTh (CTaTyC, MOJAJIbHOCTh) MPU3HAKOB.
Pesynbratom sBMIIOCH Oojiee YeTKOe ONHUCaHUE
KIMHUYECKONH KapTHHBI MPOrPEeCcCUpPYIOIIeld Mbl-
neqHoi nuctpoduu romeHHa.

3. IlonydeHHble GakTOPbl YBEPEHHOCTH, YKA3hIBAO-
[IMe Ha Mepy JOBEpHs IKCIepTa K 0COOCHHOCTIM
OpOSIBIICHUH  (XapaKTepUCTHKAM)  [PU3HAKOB,
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SIBIIAIFOTCSI OCHOBOM JUUIsl TIOBBIIIEHUS TOYHOCTH
CTaJIMHHON NHArHOCTHKH MBIIIEYHOH TUCTPOPHUH
JonienHa npu NocTpoeHuu 0a3bl 3HAHWH WHTEN-
JIEKTyaJIbHOM CHCTEMBbI MOAJIEP>KKU IPUHATHS Bpa-
4eOHBIX PEIICHHH.
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Knowledge conceptualization and expert evaluation of the features
of progressing Duchenne muscle dystrophy
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Abstract. The aim of the study was to conceptualize the feature space characterizing the clinical features of
the progressing Duchenne muscular dystrophy. The research material consisted of descriptions of the clinical
picture of the disease at various stages of its progression, the analysis, correction, and structuring of which were
conducted through sequential discussions between an expert and cognitologist. Knowledge engineering and
fuzzy logic were used as methods. This resulted in refined descriptions of features characterizing individual
disease stages. Certainty factors for features reflect the expert’s degree of trust in the frequency of occurrence
of features at different stages of the disease, the difficulty of assessing the severity of a feature by a neurologist,
and the difficulty of performing tests by the child. Conclusions: Structured descriptions of features characterize
uniqueness of each stage of the pathological process. Certainty factors, which enable the objectification of fuzzy
manifestations of features, can be used in constructing a knowledge base for a intelligent diagnostic staging
system for Duchenne disease.
Keywords: knowledge extraction, knowledge structuring, field of knowledge, certainty factors, fuzzy logic,
staging of progressing Duchenne muscular dystrophy.
DOI: 10.14357/20790279260203 EDN: HDICMI
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