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HepBHo-Mblweynbie O JIE3HH

MucbMo B pepakuuio

EBpomneiickast akamemust HeBpojoruu (European
Academy of Neurology — EAN) nipenocTaBisieT perymusip-
HbIE CTAXKUPOBKU TS MOJIOJBIX CIIEIIUATTUCTOB, pab0Talo-
X B 00JaCTW HACJIENCTBEHHBIX HEPBHO-MBIIIEUHBIX
oosesneit. B 2017 . mpu mmommepxkke OOIIeCTBA CTICIINA-
JIMCTOB T10 HEPBHO-MEBIIIIEIHBIM Oosie3HsIM (Poccmst), MHE
MOCYACTIMBIIOCH TTOJTYYUTh TPAHT HA MOCEUIEHNUE BEIy-
IIETO KIIMHUKO-ANATHOCTUIECKOTO U UCCIIeN0BATEhCKO-
IO LIeHTpa HEPBHO-MBIIIIEUHbIX 3a00JieBaHUN OUHISTHANN
o pyKoBoactBoM mpod. Bjarne Udd. Otnenenue 6a3m-
pyeTcsl B HEPBHO-MBILIEYHOM HAyYHOM ILIEHTpe YHUBEP-
cuteTcKoii 6obHULIB Tammiepe n PoibXaIbCaHCKOM MH-
CTUTYTE T€HETUKN OMoMearKyMa XeJlbCMHKU. B TeueHue
6 Heneb ST IPUHUMAJ YYaCTHe B KITMHUYECKOM U UHCTPY-
MEHTaJTbHOM OO0CJIEJOBAaHUSIX TAI[MEHTOB, TTOCTAHOBKE
JIMarHO30B, KIIMHUYECKUX Pa30opax v HAyIHBIX TeMaTH-
YECKMX CeMMHapax, a Takxke B oOuIeil KoH(pepeHIInH,
MOCBSIIEHHO! HayYHOI paboTe MHCTUTYTA TEHETUKM.

MouM HEenoCpenCTBEHHBIM PYKOBOAUTENIEM ObLI
mpo¢d. B. Udd — Bemymumit crienimaancT MO HACIEACT-
BEHHBIM U MTPUOOPETEHHBIM HEPBHO-MBIIIIEYHBIM 3300~
JIEeBAHUSIM, KOOPAMHUPYIOUINI KITMHUYECKYIO U Ucclie-
JIOBATEJNILCKYI0 PaboOTy OTIOENeHUSI, 3aHUMAIOUINICs
npo6aeMaMu ToVcKa MPUYWH, BBISBICHUS U OMMCAHUS
ATUMTUYHBIX BADUAHTOB U3BECTHBIX U PaHEe HEOMUCaH-
HBIX HEPBHO-MBIIIEYHBIX O0Jie3Hel. B cooTrBeTCcTBUM
¢ pacnicaHueM 3 IHS B HEAEIO S TPOXOAnT oOydyeHne
B DosibXaibCaHCKOM MHCTUTYTE TEeHETUKU U 2 THS —
B HEPBHO-MBIIIIEUHOM HAyYHOM IIEHTPE YHUBEPCUTET-
cKoil 6onbHULBI Tammnepe.
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Puc. 1. Muozonpoguavhviii Porbxarbcanckuii UHCMumym 2eHemuxu ouo-
Medukyma XeabCunku

Fig. 1. Multidisciplinary Folkhdlsan Institute of Genetics of the Helsinki
Biomedicum

B HEpBHO-MBIIIEYHOM HAYYHOM LIEHTPE 51 O3HAKOMMUJI-
¢Sl ¢ OCOOEHHOCTSIMUA cOOpa aHaMHE3a U KIMHUYECKOTO
OCMOTpA, TUIAHUPOBAHUEM HEOOXOAUMBIX MAPAKIMHUAYE-
CKMX O0C/eIOBaHUM, C MOCAEAYIOlIe WHTEpIpeTauuei
PE3YABTaTOB MBILLIEYHOI OUOIICUU, OMOXUMUYECKUX, HEM-
PODU3NOIOTYECKUX HCCIICIOBAHUM, KOTMICCTBEHHOMU
M KauyeCTBEHHOM MAarHMTHO-PE30HAHCHOW TOMOTrpaduu
MBIILILL, & TAKXKE C OCOOEHHOCTSIMU YTEHUSI MarHUTHO-PE-
30HAHCHOW TOMOTpaMMbl MBILIL BCETO TeJla U BHIOOPOM
MBIIIIIBI [UTST TIpoBeAeHUs omoricun. O0CIeqoBaHUs IIPO-
BOIWINCH Y ITAIIMEHTOB B Bo3pacte 20—80 JeT ¢ momo3pe-
HMEM Ha MOSICHO-KOHEYHOCTHBIE U JUCTATTbHBIE MUOTIATHH,
BOCTIAJIATEIbHBIE MMOMIATUN, MAACTEHUIO, CUHIPOM Jlam-
6epra—MTOHA, MUOTOHUU, TAPAHEOILIACTUYECKME MUOTIA-
TUM, & TaKXKE Pa3HOOOpPAa3HbIE HACIENICTBEHHbIE U HEHa-
CJIEACTBEHHbIE MOJIMHENPOIIATUX U O0JIE3HU MOTOHEHPOHA.

Pabounit neHs HAYMHAJICS CO BCTPEUM KOMaHIBI IIpod.
B. Udd u obcyxaeHus CTOXHBIX KIMHUIECKUX CITy9aeB
C MIPECTABICHUEM TTOTYYEHHBIX PE3YJIBTATOB 00CIEA0BA-
HUud. B 00CyXIeHUM KaxXAoro KJIWHUYECKOTO Ciayyast
MPUHUMAIIA y4YacTHUE MPEICTABUTENN MONPA3ACICHUN,
B KOTOPBIX MPOBOAWIMCH 00caenoBaHus. Kaxablii u3 co-
TPYAHUKOB UMEET MPABO BbICKA3aTh CBOIO TOUKY 3PEHUS,
KOTOpasi He BCerna pasfielisieTcsl KOoJuleraMu U Tpeodyer
000CHOBAHHOTO OKa3aTesnbeTBa. [locie pazdopa KIMHU-
YECKUX CITyyaeB KoMaHaa u3 2—3 HepOreHeTKOB U Ma-
ToMOpGOoJIOTa aHATM3UPOBAJIA TIPETIAPAThl OMOTICUY MBITIII]
00C/IeIOBaHHBIX MALMEHTOB C MOCIEAYIOIIUM COCTaBJIe-
HUEM COBMECTHOTO 3aKiioueHUs. OOCyXaeHne OOBIYHO
MPOIOJIKAIOCh 10 00€ea.

Puc. 2. Paszbop npenapamog mvliweunoil buoncuu (cieea Hanpaso): namo-
mopghonoe 0. m. . Hannu Haapasalo, npogh. Bjarne Udd, Manu Jokela,
Johanna Palmio

Fig. 2. Review of muscle biopsy samples (from left to right): pathologist Dr.
Hannu Haapasalo, Prof. Bjarne Udd, Manu Jokela, Johanna Palmio
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Puc. 3. Ocmomp nayuenma nposodum npog. Bjarne Udd

Fig. 3. Prof. Bjarne Udd examines a patient

ITocne nepeppiBa NPOBOAUINA OCMOTP OOJBHBIX C 00-
CyXIeHreM aaroputMma auddepeHInaTbHOTO TUarHo3a,
OIpeneaeHUueM TaKTUKU U TTOCIEA0BATEIbHOCTY 00CIen0-
BaHUsI, BbIOOpa MBILILLI U MPOBEACHUSI €€ OWOICUM.
[TpuMeyaTenbHO, YTO GUOICUIO BBIMOJHSIINA HE3aMe v -
TEJBHO, TIOA MECTHOU aHecTe3uweil (pa3pe3 cOoCTaBiIsieT
<1 cM 1 He TpeOyeT HaJIOXKEHUSI IITBOB).

C niepBbIX AHEU TPUCYTCTBUS HA KIIMHUYECKUX Pa300-
pax st IPUHUMAJT HETTOCPECTBEHHOE yJacThe B 00CYXe-
HuM. [JIaBHBIM AOCTOMHCTBOM MOMOOHBIX OOCYXIEeHUM
0Ka3aJioCh TO, YTO PACCMOTPEHUIO TIOJUIEXHUT JTI00ast, maxe
caMasl HeBeposiTHas uzes. B pabote ycrelmHo ucnob3yeT-
Csl METOIl «MO3TOBOTO IITYypMa» — paccMaTpHUBacTCs He-
CKOJIBKO aJIBTEPHATUBHBIX TUMOTE3, KaX1ast U3 KOTOPbIX
TpeOyeT oOocHOBaHHBIX AokasarenbcTB. [Ipod.B. Udd
PEryJISIPHO UCMOJIB30BaJl 9KCIPECC-OMPOC MO paHee PeKOo-
MEH/IOBAaHHBIM CTaThsIM, 3A0CTpPSIsI BHUMAaHWE JIUIIb
Ha KJTIOUEBbIX U CITOPHBIX MOMeHTax. [1py 3TOM OH HUKOT-
J1a He TI03BOJISsUT ce0e MOCTaBUTh COTPYAHUKA B HEJTOBKOE
MOJIOXEHNUE, €CTTU OKA3bIBAJIOCH, YTO TOT HE MTOHSLT WX He-
BHUMATENbHO MOpoyea craTtblo. Kpome o00s3aTesibHOTro
TIPUCYTCTBUST HA KIIMHUYECKMX pa30opax M aHaiu3a mpe-
rnapaToB OMOICUY MBbIIIL B MOU OOSI3aHHOCTH BXOIWJIO
MOCELIEHNE KIMHUYECKUX PAa300POB B APYTUX OTAETIEHUSIX
HEPBHO-MBIIIIEYHOTO IIEHTPA, MPOBeneHne Heilpodusno-
JIOTUYECKNX TECTOB U Pa3dop pe3yabTaTOB 3JIEKTPOHHOMU
MUKPOCKOTIMY MBIIIILI.

IMepen moe3gkoit MeHSI MOMPOCWUIU TIOATOTOBUTH
COOCTBEHHBIE CIOKHBIE, IO MOEMY MHEHUIO, AMATHOCTH -
YyecKue ciydyau [Jid OOCYXIeHWsI, KOTOpble U ObLIU
MpPeNCTaBJIEeHBI MO3Xe. Tak Xe Kak U 000 COTpYIHUK
LIEHTPA, S TIOJYIUJI CBOOOMAHBIN NOCTYI K MH(OpMAIIH-
OHHoIi 6a3e. Ha Bce Bo3HMKaloIIMe BOMPOCHI S BCeraa
MOJIydaJl MCYEPMNBIBAIOIINE OTBETHl HEMOCPEACTBEHHO

Puc. 4. Ooun u3z smanoe AHK-uccaredosanus eena LIPE (nodeomoska
00pasyoe 0ns nposederus 31eKkmpoghopesa 6 a2apo3Hom eeie)

Fig. 4. One of the stages of DNA analysis of the LIPE gene (sample
preparation for agarose gel electrophoresis)

ot nipod. B. Udd u npyrux cneumanuctoB B KaxXmoi
U3 y3KUX 00acTei.

B ®@osbxanbcaHCKOM MHCTUTYTE TeHETHKU, TIIE TTPOBO-
JIUTCST UCCIIEOBATENIbCKAs U IKCIIEPUMEHTAJIbHAS paboTa,
MEHSI TO3HAKOMWJIU ¢ 0COOeHHOCTSIMU TpoBeaeHust JIHK-
aHanu3a no CeHrepy, STariaMy BBITIOJIHEHUSI ¥ aHATTM30M
TTOJTyYE€HHBIX JAHHBIX CEKBEHUPOBAHMST HOBOTO TTOKOJICHMSI,
a TaKKe pa3peliv CaMOCTOSITEIbHO TIPOBECTH BCE ITATTbI
JIHK-uccnenoBaHusl maudeHTa ¢ MOA03PEHUEM Ha MyTa-
1uto B redHe LIPE: noabop npaitMepoB, MOAroToBKa oopas-
OB U TIOJMMEPA3HOW LIETTHOM PEaKLMU, MPOBEICHUE
TOJIMMEPAZHON LIEMTHOW PEAKLIAU C TIOMOLLBIO TTPOrPaMMBbl
TouchDown, poBepka pe3yasraToB mocpeacTBoM Agarosgel
u niovick mytatuii B rene LIPE. B otnene maromopdonorumn
MHE TIOKa3aJIM BCE TEXHUUECKUE ITAITbI TOATOTOBKY OUOTI-
TaTOB U Pa3PEIIMII CAMOCTOSITENIbHO TIOATOTOBUTE U TIPO-
BECTH OKPAIIMBAHNE CPE30B.

Benymmit matomopdonor Anna Vihola Naukkarinen
03HAKOMMWJIa MEHST W TIPEIOCTaBMIa BO3MOXHOCTh CaAMO-
CTOSITEIBHOTO TIPOBENEHUST BCEX TEXHUYECKWX ITATOB
TMOATOTOBKY KPMOMDUKCUPOBAHHON OMOTICUM HA Heopra-
HUYECKOM MaTepuaie.

Crnenyer OTMETUTh MaKCHMaJbHO HACBIIIEHHYIO
M YETKO NMpopabOTaHHYIO MPOrpaMMy BCEro 00yyarolero
LIMKJIA, YTO MTO3BOJIWJIO MOJyYUTh UCUEPTIBIBAIOILIAE OTBE-
Thl HA MHOTWE WHTepecylomue Bornpockl. braromaps
JAHHOU CTaXXMPOBKE MHE YAAJIOCH CYIIIECTBEHHO PacIln-
pUTH 3HAHUS B 00JIACTU HEPBHO-MBIIIEYHBIX OOJE3HEH,
YCTaHOBUTH NMPOhECCUOHATbHBIE KOHTAKTHI C MEXIyHa-
POIHBIMU IKCTIEPTAMU U YETKO PACCTABUTH MPUOPUTETHI
JUTST alibHeero mpothecCuoOHaIbHOTO COBEPIIIEHCTBO-
BaHUSI.

C.A. Kyp6amos



