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Mockoscknin HUW neguaTtpun n AeTckom xmpyprum

Bospocmmuii Bo BceM Mupe unTepec K 0oje3uu Ilomne (aeduuuty Kucjioi MajisTassl) 00bsacHAeTcs 3¢ ¢GeKTHBHOCTBIO NOSIBUBLIEHCS
B 2006 r. hepmMeHTO3aMeIaIONIElH Tepanuu (C UCMOJb30BAHHEM PEKOMOMHAHTHOI YeJI0BEYECKON alb(ha-III0K031Aa3bl), KOTOpas
HamnpaBJieHA HA OCHOBHOE MATOTeHeTHYECKOe 3BeHO 3200 ieBanus. Pelenne 3a1a4u BbIsIBJIEHNUS NANMEHTOB, CTPAAAIONINX 00JI€3HBIO
ITomne, B HalIeii cTpaHe CBS3aHO ¢ BHEJPEHHEM HOBBIX TMATHOCTHYECKMX TE€XHOJIOTHIi, OPraHM3anmeiil COOTBETCTBYIOUIMX JUATHO-
CTHYECKHX MEPONPUSITHIA, 2 TAKIKE C MPEOI0JeHHEM HeA0CTATOUYHOI HH(OPMUPOBAHHOCTH Bpayeii. B 0030pe n1aercst xapakTepucTu-
Ka KJIMHMYECKO# KapTHHbI MH(AHTHIbHOI M o3aHOoAe00THpYIOmEl dopm 3a00ieBaHus. OnucaH CHEKTP CHelUadbHbIX METOI0B
JIMArHOCTHKH: OMOXMMHYECKHI aHAJIM3, CC/IeI0BAHUE B KYJIBTYpax TKaHeil, MOp¢oJIoruueckoe ucciaenoBaHue, MOJIEKYIsSPHO-Te-
HeTHYecKas tnarHocTuka. [IpumMeHeHne yKa3aHHBIX METOIOB U, B YACTHOCTH, AHAJIM3 CYXHX MATEH KPOBH, MO3BOJIUT CBOEBPEMEHHO
BbISIBJISATH JI€Tell, CTPAAAIOIMX ITHM, B HACTOSIIIEE BpeMsl Kypade/bHbIM, 3200/1eBaHHEM.

Kntouesvie crosa: demu, bonesznv [lomne (eaukoeenos I muna), duasnocmuka, visenenue deguyuma anv@a-2a0Ko3udasst (KUcaoi
Manbmaswt).

Greater worldwide interest in Pompe’s disease (acid maltase deficiency) is due to the efficiency of the enzyme replacement therapy
with recombinant human a-glucosidase against the pathogenetic link of the disease, which emerged in 2006. In our country, the prob-
lem of identifying patients with Pompe’s disease is tackled by introducing novel diagnostic technologies, organizing the respective
diagnostic procedures, and overcoming the physicians’ poor awareness. The review characterizes the clinical picture of infantile and
late-onset forms of the disease. It describes a range of special diagnostic techniques: biochemical analysis, tissue culture studies,
morphological study, and molecular genetic diagnosis. The use of the above methods, dry blood spot tests in particular, permits timely

detection of children with this, presently curable, disease.

Key words: children, Pompe’s disease (type 11 glycogenosis), diagnosis, detection of a-glucosidase (acid maltase) deficiency.

Kap):[I/IHaJTBHBIﬁ MepecMOTp OTHOILEHUsI K Hacle/-
CTBEHHBIM, BIIEPBYI0O OYepelb MOHOTeHHbIM, 0O-
JIE3HSIM XapakKTepu3yeT COBPEMEHHYIO MeIULIMHY. DTO
CBSI3aHO C IByMSI 0OCTOSITEIbCTBAMU: CEKBEHUPOBAHEM
YeJIOBEYECKOTO0 FeHOMa, KOTOPOe MPUBEIO K MPOrpeccy
B IOHMMaHUM TaTOreHe3a 3a00JieBaHUiA, U MOSIBJIEHUEM
93¢ dEeKTUBHBIX CPEACTB BO3IEUCTBUSI HA KJIIOUEBbIE Ma-
TOr€HETUYECKUE 3BEHbsSI HACIENCTBEHHBIX HapyUIECHUIA.
B pe3ynbrate npu HEKOTOPBIX, MOKa €AWHUYHBIX, Ha-
CJIeICTBEHHBIX OO0JIE3HAX TPAAULMOHHASI YBEPEHHOCTh
B HEOJIArOMPUSITHOM TPOrHO3€ HAUYMHAET CMEHSIThCS
OCTOPOXHBIM ONITUMU3MOM.
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HecoMHeHHO, onMH U3 HauboJiee SIPKUX TPUMEPOB
B 9TOM OTHOILIEHUU MPEACTaBJIsIeT co0oii 601e3Hb [ToMme
(rmukorenos Il Tuna), cBsI3aHHas C HACJAEACTBEHHBIM Jie-
duumToM Kucoit mansrasbl. [IpumeHsiemast 3a pydexxom
¢ 2006 . hepMeHTO3aMeIIAOIIAsI TEPATTHS C UCITOIh30Ba-
HUEM PEKOMOMHAHTHON YesoBeueckoi abda-rioKo3u-
Ja3bl Jokaszaia cBoo 3(hheKTUBHOCTb MpU 3TOM 3a00Jie-
BaHuu [1, 2]. Kak cnencTBue, ObICTPO pacTeT TOHMMaHUe
AKTYaJIbHOCTH Pa3BUTUSI TMATHOCTUYECKHMX TEXHOJIOTHIA,
KOTOpbIe MOTIH ObI 3((MEKTUBHO OMpPENC/ISITh HATUIKE
yKazaHHOro Mertabonuueckoro nedekra Ha MaKCUMallb-
HO paHHMX CTaaUsIX OOJIE3HU.

KIIMHUYECKHUE ®OPMBbI 3ABOJIEBAHU A

Kucnasi manbraza (kuciasi ajibga-rioKo3uaaza) —
JIN30COMHBIN (DEepMEHT, HaXOISIINICA BO BCEX TKaHSIX.
B cBsa3m ¢ Tem, uTO anbda-TIroKo3Waasza TUAPOJIU3YET
KaK TJIMKOTeH, TaK W MaJIbTO3y, TEPMUH «IeOUITUT KHC-
JIOM MajeTasbl» TPENCTaBIAeTCS 0ojee KOPPEKTHBIM
JUTS Ha3BaHUsS 3a00JIeBaHUSI, YeM «IJTMKoreHo3» [3]. Tpa-
JIULIMOHHO, XOTsI, BO3MOXHO, ¥ HEIOCTATOYHO OOOCHO-
BaHHO [4], 3a00J1eBaH1e pa3Ae/isoT Ha TPU KJIMHUYECKUE

POCCUNCKWIA BECTHUK NMEPUHATOJIONMN U NEANATPUUN, 6, 2010

23




¢dopmbl — wuHbaHTUIbHAS, JIeTcKas U B3pocias. Bce
(opMbl 00ycnoBieHbl MyTanusiMu B reHe GAA 1 niepena-
I0TCSI 110 AyTOCOMHO-PELIECCUBHOMY THITY.

Hupanmuavnas gpopma 3a601eBaHsI, ONMCAHHAS BbI-
JalolUMcsl rojutanackuM narosnorom Morannecom Ilo-
Mrie [5], 1 B mepByIo ouepeib, 3acy>KMBatolasi HA3BaHUsI
«0ose3Hb [Tomme», cornacHo COBpeMEHHBIM Kjaccudu-
KallusM, Ha3bIBaeTcs TiMKoreHo3oM Ila tuma [6]. Kmu-
HUYECKHUE CUMIITOMbI MOSIBJSIIOTCS B CPEAHEM B BO3pa-
cre 1—2 Mmec. 3abosieBaHUE MPOSIBISIETCS] BhIPAXKEHHOM
MBIILIEYHOI TUIOTOHUEN (CUMIITOMOKOMILIEKC <«BSLIbIM
pebeHOK»), 3alePXKKON POCTa, TSXKEIbIM OTCTaBAHUEM
MOTOPHOTO DPa3BUTUSI, MPOrPECCUPYIOLIEH MBbIIIEYHOMN
c1aboCThlO, renaroMerajiveii, mporpeccupylolein Kap-
JNMOMUOTIATUEH U cepledHOl HeJoCcTaTOYHOCThI0. MHOT-
Jla KapauoJoruyeckre npoodjeMbl BOBHUKAIOT NMEPBBIMU
U MIPOSIBJISIIOTCSl  LIIyMaMU B CEPILIE U TajloNUpPYIOLIUM
puTMOM. MoOryT HMMETb MECTO CYINPaBEHTPUKYJISIpHAS
TaXUKapaWs W Apyrre TPU3HAKW apuTMuu. OIMCaHBI
cJlydyau MepBOTO BbISIBJICHUSI HApYLIEHUI pUTMa aHecTe-
3M0JIOraMU MPU ONEPALMOHHBIX BMEILIATEIbCTBAX MO MO-
BOIY TPBIXU M T.T1. (BaXHO OTMETHUTbH, UTO Y 3TUX JAETEH
3HAYUTEJIbHO TOBBILIEH PUCK CEPAEUYHBIX OCJIOXHEHUI
npu HapKo3e) [7—9].

JInueBble OCOOEHHOCTU XapaKTEepU3YIOTCSI MaKpo-
rJoccreld, HU3KMM TOHYCOM JIMIIEBBIX MBIIII, IIIUPOKO
OTKPBITHIMU TJIa3aMU U MOBBILIEHHBIM CIIOHOOTIEIEHU-
€M, UHOTAa pa3nyBaHueM Hosapeil. CocaHue U IIoTaHue
HapylleHbl, MHOTUE OOJIbHbIE HYXAAIOTCSl B 30HA0BOM
nutaHuu. B kayecTBe nepBbIX MPU3HAKOB 3a00J€BaHUS
POIUTEIN MOTYT OTMEYATh MOBBILIEHHYIO YTOMJISIEMOCTh
1 MOTJIMBOCTDb BO BpeMsi KopmiieHus1. Ha mo3nHux cragu-
X OTMEYaeTcsl CHUXEHME PBOTHOTO pedJiekca U Cyxo-
KWJIBHBIX pedJIeKCOB, MHOTIA KJIOHYC CTOIT. Apedekcus
TIPUCYTCTBYET Y '/, TALIMEHTOB U TPENCTABIIAETCA PE3YITb-
TaTOM TOPaXEHUSI KJIETOK MEepPeAHEro pora CIUHHOTO
mo3ra [7, 9, 10].

Mpbluiibl, 0COOEHHO WKPOHOXHBIE, YacTO KaxKyTCsl
VIUIOTHEHHBIMU M3-3a CKOIUIEHUI MIMKOreHa. DJIeKTpo-
MUorpapuyecKoe ncciaeloBaHue, XOTS U BbISIBISIET MUO-
MaTUYECKU TMaTTepPH, HO MAIOMHGOPMATUBHO B OTHO-
weHuu quddepeHimanbHoi fuarHoctuku (8, 10].

YacroTta npIxaHusl TOBBIlIEHA U3-3a IPOrPECCUPYIO-
LIETro MOPaXXeHUs Cepilia WIKM 4acTo MPUCOEANHSIONIEH-
Csl pecrUpaTopHoOil MH@eKIMr. XOopoIllo 3aMETHO yJac-
THE BCIIOMOTATETbHBIX IBIXaTeJbHBIX MBIIII. B jieBoit
HUWXXHEN J1oJie JIETKOTO M3-3a CXKaTusl OPOHXOB TMIIEPTPO-
(byupoBaHHBIM JIEBBIM XEJTYA0YKOM YacTO OIpenessieTcst
CHUXXeHue T1yOouHbl AbixaHus. [1pu cepaeyHoit HegocTa-
TOYHOCTH KOHEYHOCTHU KaXKyTCSI XOJIOMHBIMU W BITaXKHBI-
mu. Koxa npencrapisieTcst TYroil U HATSIHyTOM.

[110THOCThP KOCTHOW TKaHW TIpW MHMAHTWIEHON
dopme 6oe3Hu [Tomrie cyliecTBEHHO CHUXKEHA, YTO MO-
JKeT BECTU K YacCThIM Tiepesiomam [11].

YpoBeHb kpeaTH(OCHOKMHA3bl MOXET ObITb HOP-
MaJIbHBIM, HO OOBIYHO TIOBBIIIICH. [MTaHTCKIE KOMITICK-
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cbl QRS (BciencTBue runepTpoduu JIEBOro WM 000UX
>KEJIYIOUYKOB), OY€Hb KOPOTKUI MHTepBasl P—R, uHBep-
cust BosiHbI T U pemnpeccusi uHTepBaia S—7 SBISIOTCS
OKI-mapkepamMy Tporpeccupymolleil KapauoMeraauu.
Jo apbl (hepMeHTO3aMeaIoIIEeH Tepanuu CpenHUin BO3-
PacT CMEPTH OT CePIeYHON HETOCTATOYHOCTH COCTABIISLIT
6—7 Mmec, 90% manyeHTOB yMUpaIM B Bo3pacte 10 | roma
W JIYIlIb HEMHoTue kuiau Oosee 18 mec [12]. Omnwmcan
1 HEKJIACCUYECKUI BapuaHT WHGAHTWIBHON (hOPMBI, Xa-
paKTepU3YIONIUiics 0ojiee MEIICHHBIM ITPOTPecCHpOBa-
HUEM M MeHee BhIpaXXeHHbIM TMopaxeHuem cepana [13].
Hexoropbie 3abosieBaHusi, C KOTOPbIMU HEOOXOAMMO
NMPOBOAUTh AU(PdEPEeHIIMATbHYIO AUATHOCTUKY UH(DAH-
TUIbHOM popMbl 6osie3Hu [Tomne, mpuBeneHsbI B Ta0I. 1.

Ilo30nooebromupyrowasn gpopma (tun I1b) Bapuadenb-
Ha B OTHOIIICHWHM KaK Bo3pacTa HebloTa, TaK W CIIeKTpa
opra"Horo mopaxkeHus. OHa BKITIOYaeT B ce0s FOBCHUIIb-
HBII BapWaHT, a TakKKe B3POCHBI BapuaHT C IeOFOTOM
B BO3pacTe CO BTOPOTO JIO IlecToro necsatuietus [14].
Yacrora nozaHonedoTupytouux dhopm 6osesnu [ommne
B nonynsitiuu coctapsieT 1:40 000 [15]. ITo3nHOmeO0TH-
pyloiiasi ¢opMa MOXET MPOSIBASTBLCS B JIIOOOM BO3pacTe
Mocjie OKOHYaHUs Tepuoaa MiameHdectBa [8, 14, 16]
U HauboJsiee TUIIMYHO MpeEACTaBisieT coboit Mmporpeccu-
pymolryio muornaruio [17]. MHOTMM nanueHTaM, B KOHIIE
KOHIIOB, TpeOyeTcs WHBAIMIHOE KPECIO W BCIIOMOTa-
TeJIbHasl BEeHTUJISIUS Jierkux [ 18, 19].

Knunuueckass BapuabelbHOCTb TO3IHOAEOIOTUPY-
foeit GOpMBI (B OTJIMYME OT CUTYAIllMd C BPOXKICHHOMN
¢opMoii) CylIeCTBEHHO 3aTpyAHsIET AMArHocTuky |[14].
OcHOBHBIC 3a00JIeBaHUsI, C KOTOPBIMH CJIEIyeT IIpo-
BOIUTH IU(depeHIINANbHYI0 JANarHOCTUKY, TIpUBEIe-
HBl BTabd. 2. XOTS KJIMHUYECKUE TPOSBICHUSI BeCbMa
MHOTOOOpPa3HbI, COBOKYITHOCTh KOHEYHOCTHO-TIOSICHOM
(ocobeHHO Ta30BOI1), a TAKXKE OCeBOM (CBSI3aHHOM C TT0-
paxxeHueM IapaciyuHaIbHOM MYCKYJIaTyphbl) cJIabOCTH,
YMEPEHHOTO BBIITSIYMBAHUS JIOMTATOK W CUMIITOMOB Op-
TOITHO3 ITONCKA3bIBACT KIMHUIIMCTY HEOOXOIUMOCTh
ompeie/ICHUST aKTUBHOCTU KHCJION aibda-TTI0KO3UIa3hl
— «30JIOTOTO CTaHAAapTa» IMarHOCTUKY 6osie3HU [Tomrte.
[MoaTBepxieHre AMarHo3a MPOBOIUTCS TAaKWM K¢ aHa-
JIU30M B IPYTOM TKAHU WJTH MOJIEKYJISIPHO-T€HETUIeCKUM
BBISIBJICHUEM MYTalluW TIPU CEKBEHMPOBAaHUU TeHa GAA
(puc. 1) [20].

Knunnueckuit cniektp Oosesnu I[lomme Bapbupy-
€T B3aBHCHMOCTH OT BO3pacTa OOJBHOTO W OpraHHOM
crieluUKU  TIPOSIBIICHUsI, BBIPAXXEHHOCTH MUOTIATHHI
U CKOPOCTU TMporpeccupoBaHusi. 3abojeBaHie Mporpec-
CHpPYeT Y BceX OOJIbHBIX, TIPM 3TOM BO3pacT JebioTa y e-
Teil WM B3POCIBIX HE BCETIa KOPPEIUPYET CO CTETNEHBIO
nporpeccuu [19]. B To xe BpeMs AUTENbHOCTb NMEpUOAA
KIIMHUYECKUX TTPOSBIICHUI KOPPEIUPYET C TSKECTHIO 60-
Je3nu [21].

I1pu weenuavnom BapuaHTe OOBIYHO TOPAKAIOTCS
TOJIBKO CKEJETHBIC MBIIIIIBI, YTO KIIMHUYIECKU BBIpaXka-
€TC MEIJIEHHO MPOrpeCCUPYIOLIEN MPOKCUMAIbHOM
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Tabnuya 1. Muddepennuaibaas IMArHOCTHKA HHPAHTHILHON (opmbl Goesnn [Tomme [7]

3aoaeBanue

OCHOBHbIE OTINYUTEIbHbIE 0COOEHHOCTH

ITaToreHeTHYECKHE 0COOEHHOCTH

Bbonesns [Tomrie

Bbonesns /laHoHa

Bonesns IlTeitHepTa (MUOTOHM-
yecKast MbIILIeYHast AUCTPOdus)

MuacteHust

BpO)K,I[CHHaH MUoOIaTusA

BpoxneHHasi ceHCoOMOTOpHast
HeupomnaTus

CemeliHasl BereTaTMBHas TUCTO-
HuUsA

BpoxxneHHble MbIIIEYHbIE 11~
cTpodun

bone3nu gpixaTeabHOM Lenu

bonesnp Bepauura—Iodpmana

TlepokcrcoMHbIe 60J€3HU (Ha-
npumep, cuHapoM LleibBerepa)

Cunpapowm Ipanepa— Bumim

Cunnpowm [lemneyca—Mepii-
baxepa

3HauuTeTbHAS KapauoMuoIiaTusd,
MaKkporjoccus, TMIIOTOHUA

KapnromuonaTusi, MUOTIATHUSI, BApH -
abesbHas 3a/IepKKa MCUXUIECKOTO
pasBUTHS

MwuoTtoHus y MaTepu

®DeTaabHBIN TUCTPECC, TTOZUTUBHBINA
tect ¢ [IpocTurMruHOM® (HEOCTUTMU -
HOM)

MHoroBoaue

ApTporpurno3s

JIpIxaTeIbHble HapYIIeHUST, TTPOOIeMBI
TIUTaHUS

[lIupoxuii Kpyr KIMHUYIECKUX MACOK
13-3a MYJIBTUCUCTEMHOTO MOPaXeHUsI,
BKJTIOYAST TBIXaTeIbHYIO HEIOCTaTOU-
HOCTbh, KApIMOMMOTIATHIO, TeITaTOMe-
TaJIUI0, CYyIOPOTH, TIYXOTY U T.1.

IIpokcumanbHast aMuOTpOdUst

3agepKa MCUXMYECKOTO Pa3BUTHS,
OXWpEeHWe, MaJTble TIPU3HAKA TU3MOP-
puszma

Ctpuaop, AMCTOHUS, HUCTarM

JeduuuT kuciaoi anbda-rioKo3uaasbl, IpUBO-
JSIIAN K BHYTPUIN30COMAIbHOMY HAKOTUIEHUIO
[JIMKOT€Ha B MbILIIEYHOU TKAaHU

JIuzocomaibHasi 60J1€3Hb HAKOTUIEHUSI C HOP-
MaJTbHOI aKTUBHOCTBIO KUCJION aib(a-TII0KO-
3unasbl (neduur LAMP2)

HecrabunbHast HacaeICTBEHHAS MyTallMs TeHa
MPOTEMHKMHA3bI MUOTOHWYECKOM TUCTPOPUU

AyTOMMMYHHOE 3a00JieBaHE HEPBHO-MbI-
IIEYHBIX COSTMHEHU I WIN, B PSIKUAX CIydasx,
HapyIIeHUsT apXUTEKTOHUKN HEPBHO-MBIIIIECY-

HBIX COeTMHEHUI

MyTauuy reHOB MBILLIEYHBIX OEJIKOB

HapyiieHust HepBHO TPOBOAMMOCTH HITU aM-
IJIUTYIbI MOTOPHOT'O ¥ CEHCOPHOI'O OTBETA

BpoxneHnHoe 3a60ieBaHNe, CBI3aHHOE C HE0-
pa3BUTHEM HEMIPOHOB, BHI3bIBAIOIINM BEereTa-
TUBHBIE U CEHCOPHbIE NUCHYHKIIUN

Ipynna 3a6oneBaHuUiA, CBI3aHHBIX C TEHHBIMU
nedexkramu 9-ii (60se3Hb DyKysaMbl) 1 6-i1
(meUIUT MEpO3rHa) XPOMOCOM

CBs13aHBI C IEPBUYHBIM ITOPAXKEHUEM
muToxoHapuanbHoi JJHK

Myrtanuus B rene SMN. [lereHepauusi 1BUra-
TEJLHBIX SIIep B HUZKHEM YacTH CTBOJIa MO3Ta
Y IBUTATEIbHBIX HEAPOHOB B ITEPEIHUIX POTrax

CIIMHHOTO MO3ra

HaxkoruteHne XKUpHBIX KUCJIOT C OYE€Hb JUTMHHOMK
LIETBIO C MOCIEAYIOIIEH JeMUCeTIMHU3aIeH
1 BBIPAXXEHHBIMM IIPU3HAKAMU BOCIIAJICHIS
0eJ10ro BellecTBa

OrtcyrcTBue peruoHa PWS/AS Ha oTioBckoit
XxpoMocome 15

MyTaHI/IH TéHa MpOTCOJIUIINIHOIO IIPOTCUHA,
IpuBOaAIIAsd K HAPYIIECHUIO MUCJIMHU3AlIUN
HEHTPAJbHLIX OTACIOB MO3ra

ITlpumeuanue.* LAMP2 — nu3ocomHbIit MeMOpaHHBIii 6es1ok 2 (lysosome-associated membrane protein 2); reH SMN — TeH XU3HECTIOCOOHOCTH
JIBUTATeIbHbIX HEpOHOB (survival motor neuron gene); PWS/AS — Prader-Willi/Angelman syndromes.

c1ab0CThI0O KOHEYHOCTEe. YMepeHHasi runepTpodus
WKPOHOXHBIX MBI MOXET MPUBECTH K 3a0JTyKICHUIO
B OTHOIIICHWH HAJWIUS TIPOTPECCUPYIONICH MBIIICUHOMN
nuctpobuu. TeueHue Gosie3HU BapuabeabHO: 111 60JIb-
IIMHCTBA MAallMEHTOB XapaKTepHO MEIJIEHHOE YXy.lle-
HME, MOTOPHOE Pa3BUTHE IeTEl MOXET OBITh 3aIepKaHO
[20]. Boiaensiercs moarpyrna 0oJibHbIX C pAHHUM Haya-
JioM (70 2 JIET) W OTHOCHUTEJIbHO OBICTPOil TUHAMMKOM
MUOTIATUN — JIETH OBICTPO MEPEeCTalOT XOIUTh 1 HYX/Ia-
IOTCST B IBIXaTeJIbHON TIOMIEPKKE eIIe IO JOCTVKECHUS
15-netHero Bo3pacra [21].

B T0 Xe BpeMs, MOo-BUOIUMOMY, BO3MOXHBI BAPUAHThI
C JJAaTEHTHBIM Te€YeHWEM, KOTJa HAaKOTUIEHUS TJIMKOTeHa
B MBIIIIAX TOJTOE BPEMSI MOTYT OBITh ACUMITTOMATUYHBI.
Tak, ¢dpaHiy3ckuMu aBTOopamMu [22] mpencTaBiIeHO OIU-
caHue OosibHOTO 21 roma, y Kotoporo B Bo3pacrte 18 mec
B CBSI3M C TOBBIIIEHNEM YPOBHS KpeaTMH(POCGHOKMHA3LI
ObljIa TIPOBeJcHA OMOTICUS MBILILBI M YCTAHOBJICH ITHAar-
Ho3 Oone3Hu [lomrie. B manbHelieM ocCyliecTBISIOCHh
peTyJIsIpHOE MOJTHOLIEHHOE 00CIeIOBaHNE, IIPU KOTOPOM
¢ moMoipo '*C-MarHUTHO-PE30HAHCHOW CITEKTPOCKO-
MUY OTMEYAJOCh IMOCTENIEHHOEe BHYTPUMBIIIEYHOE Ha-
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KoHeuyHOCTHO- Ogfpliika us-3a
NOACHOW CUHAPOM cnaboctu
AbIXaTe/IbHbIX MbILUL,

. dusnkanbHoe obcnenosanue, MM, KOK,
DO}KE/1 B NON0KEHUN 6ONBHOIO CUAA U ieXKa
|

v v

[aHHble 0 Hannymm 6onesHu NMomne
WAN HecneumduyecKkon mmonaTum

' ¢ —

[aHHble 0 HaNNYMKM aNbTEPHATUBHOIO AMarHosa

anSTﬁng:;AT::zro OueHKa aKTUBHOCTH MbiweyHas 6buoncua
anarHosa KAT kposu
HopmanbHasa CHWXeHHas NopTBepxaeHne NopTeepxaeHve
aKTMBHOCTb KAl aKTMBHOCTbL KA 60ne3Hn Momne aNbTEePHATUBHOTO
AnarHosa
MoaTeepxaeHne CHUKEHHOM akTMBHOCTM KAT B ABYX OueHKa akTuBHocTn KAT B
TKaHeBbIx 06pasuax: aMmoouuTax, dpnbpobnactax unm MbllILE MK KpoBKu
Mblwye (ecam JOCTynHO)
n/vnn # ¢
ceKBeHWpoBaHue reHa GAA r
CHWXeHHan HopmanbHas
AKTUBHOCTb AKTUBHOCTL
¢ KAT KAT
—
’ b 4
MNoagTeepxaeHne
MopTeBepxaeHne fosroproe aNbTepHaTMBHOrO AMarHosa
obcyxaeHve L
AnarHosa

nayneHTa n

6onesnu NMomne 6uoncum mMbiLwLbl

Puc. 1. Anroputm anarnoctuku 6oe3nn Iomne ¢ nosaaum aeérotom [20].

KAT — kucnas anbda-rmokosngasza; OMIT — snekrpomuorpadus; KOK — kpearnndochokunasza; ®XKEJI — dpopcuposan-
Hasl XKM3HEHHAas! eMKOCTb JIETKHX.

Tabnuya 2. Muddepennpansnas IMariocTHKA No3aHoAe00THPYOmMX dopm 6osesnn Iovme [20]

Tun 3a00.J1eBaHUs JInarHo3sl
Muoauctpodun KoneuHnoctHo-nosicHbie Muonuctpoduu. ucrpobunonatuu (JroiieHHa u bex-
Kepa). MuodubpuuisipHble MUOTIaTUX. MUOTOHMYECKAS TUCTPODUS 2-TO TUTIA.
JlonarouyHo-nepoHeanbHble CUHAPOMEL. bosesHb JlaHoHa. X-clLeruieHHas Muomna-
THS C IOBBILIEHHOU ayTodarueit. [1nedyenonatoyHo-1ueBass MUOAUCTPOGbUS
BocnanurenbHbple MUOTTATUM TTonmrmuno3ut. MUO3UT ¢ BKITIOYEHUSIMU

BpoxnaeHHbIe (CTPYKTypHBIE) Muoniati  HemannHoBast MuoraTust. LleHTpaabHO-CTepXXHEBast © MHOTOCTEPXKHEBAsE MUAO-
natvu. LleHTpanbHo-saaepHas MUOaTis. MUOMATHS ¢ THATUHOBBIMU TEJIbLIAMUA.
JIpyrue BpoXIeHHbIE MUOIATUN

Hpyrue merabonnyeckre MUONATUN Heduuut pepmeHTa, mpeioTBpalaloOIIero BETBIEHUE NIMKOTeHa (IJIMKOTeHO3
I11). deduiut BeTBsiero depmeHTa rukoreHa (rukoreHo3 V). bonesnp Mak
Apnia (¢ To3gHUM 1e0r0ToM). MUTOXOHApHAIbHAS MUAOIIAaTHs. MUomaTuu ¢ Hapy-
IIEHUSMU JTUITUAHOTO OOMeHa

Bone3nu MOTOpHBIX HEHPOHOB CrnuHanbHas MbiieyHas atpogust, Tunsl 11 u I11. bone3nbs Kennenu. bokoBoit
aMMOTPOMUYECKHUIA CKIepO3

Boire3Hr HepBHO-MBIIICUHBIX COCIV- Mmuactenus. BpoxkneHHbIe MUacTeHHYeCcKKe cuHApoMbl. CuHIpom JlamGepra—

HEHU I HNrona
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KoIUIeHWe TiMKoreHa. KiTmHMYecKue posiBiieHrsT 3a00-
JIEBaHUSI OTCYTCTBOB&JIM, TAIIUEHT BILIOTH 10 MOMEHTA
OMuUCaHus cayyasi urpaj B 6ackeToolr.

B3pocaviii éapuanm mo3snHoned0TUPYIOLIEH (POpPMBI
MMeeT TTPOSIBIICHMSI, CXOKME C FOBCHWIBHBIM BapUaHTOM,
MTPOJIOJDKEHUEM KOTOPOTO OH YacTo siBiisteTcs (6omee 50%
MTAlIMEHTOB COOOIIAOT O JIETKUX ITPoOJIeMax B IETCTBE).

Y B3poCITBIX KOHEYHOCTHO-TIOSICHAS c1ab0CTh
U TIpOGJIEMBI C IBYDKEHUEM — HaunboJiee JacThie TIepBhIe
CHMIITOMBI 3a00IeBaHMs. [1allMeHTBI MOTYT XaJIOBaThCS
Ha TPYITHOCTH TTOIbeMa T10 JIECTHUIIE WJIU C Kpecia, W3-
MCHEHME TIOXOIKH, TIOSBIICHUE 3aTPYIHEHWI IIpu Oere
WJIU 3aHSATUSIX CTIOpTOM. MIHOTIA MBIIIIeYHast 60JTh, KpaM-
MMM ¥ YTOMJISIEMOCTh TIPEMIIECTBYIOT CUMIITOMAaM MBbI-
mevyHoi ciadoctu [18—20]. BoBiaeueHHOCTh B MaToJO-
TMYECKMI Tporiece arachparMbl M JbIXaTSIBHBIX MBITIII]
WHOTJA TTPUBOIUT K TOMY, UTO B YHUCJIC TTEPBBIX CUMIITO-
MOB (DUTYPHUPYIOT ObIXaTeIbHBIC HAPYIIICHMUS.

Hdetrt ™ B3pOCHbIe  C TPOSIBJICHUSIMM ~ KOHEYHOCT-
HO-TIOSICHBIX MBIIIIEYHBIX HApYIIEHUIA, a TAKXKE CO Clla-
0OCTBIO IBIXaTETBHOW MYCKYJIATYphl, HO HE MMEIOIINe
ONpEeICJICHHOTO MWAarHo3a WJIW C OIMMOOYHBIM ITHUAarHO-
30M, YaCTO HAMPABJISAIOTCS Pa3IMIHBIMY BpaYaMH K CITe-
[IMAJTUCTaM B 00JIaCTH HEPBHO-MBIIIICUYHBIX OOJIe3HEH.
TecTbl, TIpUMeHSIEMbIC TIPU HEPBHO-MBIIIICYHON I1aTO-
JIOTUHY, TaKWe KaK JIeKTpoMHuorpadust 1 MbIIIIeqHas Ou-
OTICUST, MOTYT He IaTh CITeM(pUIeCKOro oTBeTa. BaxkHo,
YTOOBl KIIMHUIIMCTHI, CTAJKWBAIONIUECS C ITOMOOHBIMU
TPYOIHBIMU CUTYAITUSIMUA ¥ HaXOMSIIHUECS TTOPOil B KOHIIE
JUTMHHOTO WCCJIEIOBATEIbCKOTO TIpoliecca, He3aBUCH-
MO OT TOTO, JJTUTEbHOE WJIM KOPOTKOE BpeMsl TaIlMeHT
CTpaiaeT COOTBETCTBYIOIIMMU HapYIICHUSIMU, ObLITN Ha-
CTOPOKEHBI B OTHOIIIEHUM HEOOXOAMMOCTH TIPOBEICHUS
TeCTOB, BhIsBIsIIOIIMX 0osie3Hb [Tomme [20]. TTockoabky
TIepBbIe CUMIITOMBI 3a00JIeBaHUSI HECTICIIM(UIHBI, YACTO
MMeeT MECTO CYIIIECTBeHHAs 3a/iepXKa B TTIOCTAHOBKE JTH-
arHosa. B koropTte 13 38 malueHTOB ¢ JOKa3aHHBIM JAuar-
HO30M Mo31HOoAe0TUpYIoLIei (hopMbl 6osie3Hu [Tomrie
cpemHee BpeMs OT TIEPBOTO BM3WTA K Bpady JI0 YCTAHOB-
JIeHus1 nuardo3a coctaswio 7 jiet [19]. B npyroit padote
TIpU oTpoce 54 aHAJIOTWYHBIX TMAIlMEHTOB BBIICHWIOCH,
YTO BpeMsI, 3aTpayeHHOE Ha YCTAaHOBJICHWE IMarHosa,
y '/, 13 Hux coctauiio ot 5 1o 30 net [18].

XOTST CUMITTOMBI KOHEYHOCTHO-ITOSICHOW MBITIIEYHOM
C1aboCTH SBJISAIOTCS HamboJIee YaCThIMU TICPBBIMU TIPH-
3HaKaMM 3a00JieBaHUs, IMAIIMEHTHl MOTYT MCITBITHIBAThH
U MBIIIEYHYIO0 00J1b, KPAMITU WY TTOSICHUYHBIE 6ou [ 18,
19]. Bosib — 3TO HEAOOLEHUBAEMbI CUMIITOM MPU MO3/1-
HoxeOoTHupylomeit 6one3nu IMommne; 46% mnanueHTOB,
obcnenoBaHHbix M. Hagemans u coaBT. [18], XanoBa-
JICh Ha GOJTM B PAa3JIMIHBIX OOJIACTSX Tesla, HauboJee Ja-
cto (33%) B HOrax. YToMiIeHHUe, UCTIBITbIBaeMoe 76 % ma-
IIMEHTOB, TAKXKE ABJISETCS HaMOoJee YacThIM ITPU3HAKOM
3abosieBaHus [18, 23].

TUTTMYHO, YTO CITA0OCTh 3HAYUTENIbHEE IPOSBIISCT-
csl B IPOKCUMAJIBHBIX MBIIILAX, YeM B AUCTaIbHBIX [17],

Cyxopyxos B.C. u coasm. QnarHocTuka 6one3nm MNomne

U BbIpaXXEHHEE B TA30BOM Iosice, YeM B IjieueBoM. Mo-
I'YT OBITH TTOPAXKEHBI OTHAETHHBIC MBIIIIIHI WU TUITHI MBI-
LLIEYHBIX BOJIOKOH, TOTAa Kak Ipyrue 30Hbl MOTYT OCTa-
BaTbCsl KJIIMHUYECKU HeMOpakeHHbIMU. bosiee BbIpakeHa
¢J1a060CTh MBILILIBI, TPUBOAIIEH Oeapo, YeM OTBOISILECH.
ITomuMo MycKynaTypbl KOHEYHOCTEil Haubosiee 4acTo
nopaxarotcsi quadparma 1 oceBble OKOJOMO3BOHOUHbBIE
MbIIbIL. CabocTh MbILILL JIONATOK U TOJIEHEN, KPbLUIO-
BUIIHbIE JIOMATKK U 3aMeTHas aTpodusi OKOJOMO3BOHOY-
HBIX MBIIIL TaKXXe OTMeJaloTcsl BuTeparype [24, 25].
CrenieHb MbIILIEYHON aTpoduM B LEJIOM COOTBETCTBYET
BBIPAXXEHHOCTH MblIllIeuHOol ciiadoctu [17]. MoxeT umMeThb
MECTO JIUTIeBast cJ1aboCTh [26], a y HEKOTOPHIX ITAIIMEHTOB
OTMEYEH YHUJATepalbHbI WM OWJIaTepabHbIA MTO3
[27]. bone3us [lomrie nuarHoCTUpyeTCsI MHOTAA y TTalu-
€HTOB, UMEIOLLIUX YMEPEHHbIe Hecreurubruueckrue CUMI-
TOMBI CO CTOPOHBI CKEJIETHBIX MbILIL (HATIPUMED, MUAJI-
TMu), HO 0e3 KIIMHUYECKUX MPU3HAKOB ciaaboctu [28].

IMone3no wucnonw3oBaHue mkaasl MRC (Medical
Research Council Paralysis Scale 1976), npemHa3Ha-
YEHHOW [JIs1 OLIEHKW MBILIEYHON CUJIbI PYK W HOT [29]
WY IPYTUX METOIOB KOJWYECTBEHHOW OLUEHKU PabOThI
MbILIL. BOJBIIMHCTBO KJIMHUIMCTOB OLIEHUBAET MbI-
LIEYHYIO CUJTY B IMOJIOKEHUU OOJIBHOTO CUMISI, OTHAKO 3TO
MOJIOXXEHUWE HE MO3BOJISIET OMPENETIUTh CUTY BCEX MBbILIILL,
paboTalolrX MPOTUB TPABUTALUM, YTO TPEOYET MOAKIIO-
yeHusi olieHKM To wkajie MRC. B nosnoxeHuu mnaiu-
€HTa CUJSl KIMHUIIMCT MOXET 00C/ien0BaTh B OCHOBHOM
MBILILBI BEPXHUX KOHe4yHocTeil. CrubaHue ieu u Oe-
JIEP TOJKHO OLIEHMBATHCS B MOJOXEHUN OO0JIbHOTO JiexKa
Ha CIMHe; OTBelleHue Oeapa — B MOJOXEHUM MalUeHTa
Jiexxa Ha 0oky. Korna orieHuBaloTcs BeInmpsiMieHue oesep,
crubaHue KoJIeHEH U BBITSTMBaHUE 11eU, OOJbHOW H0JI-
>KeH JiexaTb HU4KkoMm [20].

Kak npaBuio, u3ydyeHHe HEPBHON MPOBOAMMOCTU
MPUBOJUT K HOPMAJIbHBIM PE3yJbTaTaM, HO SJIEKTPOMUO-
rpadust 4acTo yKa3blBaeT Ha HAIMYKME MUOTIATUU C TTOBbI-
IIeHWEeM BO30YIMMOCTHU MBbIIIeUHbIX MemMOpaH [17]. Pe-
3yJITATUBHON ObIBaeT Muorpacdusi 0KOJOMO3BOHOUHBIX
MBIIIII, TaK KaK MHOTIIA HAPYIIICHUS BBISIBIISTIOTCSI TOJTBKO
B HUX [25]. Camble npumeuaTesibHble MUOTrpaduueckue
U3MEHEHUsI — BTO BbIpaxkeHHasi BO30yAMMOCTb B (op-
Me GUOPUUISILMU MOTEHIIMATIOB, MO3UTUBHBIE OCTPbIE
BOJIHBI, KOMIUIEKC MTOBTOPSIIOIIMXCS Pa3psiioB U MUOTO-
Huueckue paspsabl [17, 30]. MuotoHuueckue paspsiabl
MOTYT OBITH OOWJIBHBI M YacTO aTUITMYHBI (HAIpuMep,
TOJIBKO 3aTyXalolllie BMECTO YCWJIMBAIOLIUXCS U 3aTyXa-
1011MX). BaXHO, 4TO MpU 53TOM KIMHUYECKUX TTPU3HAKOB
MMOTOHUU HeT. duddepeHunanbHO-1MarHoCTUYECKOoe
3HaYeHWE MMEET MOCJeI0BaTeIbHOe HapacTaHWe 4ucia
KOPOTKUX HU3KOAMIUTUTYAHBIX MOJIU(DA3HbIX MOTEHIIMA-
JIOB CO CTOPOHBI MOTOPHBbIX eauHull. MHorna Habtona-
10TCSl U 00Jiee BBICOKME TMOTEHLIUAIbI, KakK MPU MHOTUX
XPOHUYECKUX MUOMNaTusix. M3peaka MOryT UMeTb MECTO
bacuKyIaInuN.

I1pu nmo3nHoneGoTUpYIoLIei hopme 6oie3Hu [Tomrme
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OTMEYaeTCsT KOPPEISAIUS MEXIY MBIIICUHON CIab0CThIO
Y TAaHHBIMU MaTrHUTHO-PE30HAHCHON W KOMITBIOTEPHOM
ToMmorpacduu MeIIIl. OTHAKO 3TH METOIBI, XOTS X MOTYT
UIeHTU(GULIMPOBaTh aTpOdUIO U KUPOBYIO MHOUIBTpa-
1M, HE UMEIOT CYIIECTBEHHBIX OCOOCHHOCTEM, HEe KOp-
PEUPYIOT C TUCTOJIOTMISCKUMU TaHHBIMUA U HE 0COOCH-
HO IOMOTaloT B YCTaHOBJIeHUHU auarHo3sa [20, 31, 32].

O KOTHUTUBHBIX TUCHYHKIUAK, KaK ¥ O CECHCOPHBIX
1 MO3XEYKOBBIX HapyIIeHUsIX, Tpu O6ose3Hn I[lomme
He coobmraercs [20].

JpixatenbHast HEIOCTaTOYHOCTh pa3BUBaeTCS
y '/,B3pocnbix GonmbHbIX [8, 17], oHa ke ABIAETCA Ha-
nbosiee yactoit npuyuHoii cmeptu [4]. B npoTtuBomno-
JIOXXHOCTh OOJIbHBIM C IPYTUMU HEPBHO-MBIIICYHBIMA
3a00JIcBaHUAMM aMOyJIaTOpHBIE TTAIMEHTHI C TTO3IHOJIe-
Orotupytouieid ¢opMmoii 6one3Hu Ilommne Moryr mmerhb
He MUaTHOCTUpYeMbIe IhIXaTeJIbHbIe HapymieHus |[33,
34]. [puzHaku ¥ cUMITOMbBI AMadparMaibHO caabocTu
WJTU aITHOD BO CHE MOTYT ITPOSIBUTKCS €111e IO HapyIIeHWH
JPYTUX MBI ¥ JOJDKHBI TIPUIICTBHO BBISBIIATHCS Y BCEX
MalMeHTOB ¢ MoA03peHueM Ha 3abosieBanue [14, 19, 33].
OnplKa ¥ BRIHYXICHHOE TTOJIOKEHHWE Tejla TP IbIXa-
HHMM yKa3bIBAIOT Ha HEOOXOMMMOCTh JaJIbHEUTIIIeH OlleH-
KU JpixateabHbiX (GyHkuuit [34-38]. CumnTomsbl, mo-
3BOJISIIONIME TIPENITOaraTh HaJIWMINe OOCTPYKTUBHOTO
aITHO® BO BpeMs CHA, M HOYHAsI TUTIOBCHTUJISILIAS TaKKe
TPeOYIOT JOIMOJHUTEIbHOTO obcienoBanus [34, 36, 37].
BobHBIX HY>KHO TIPUIIEJIBHO paccIpaninBaTh O HATMIUN
HOYHOTO OECITOKOMCTBA, YaCThIX MPOOYXIECHMIA, Xparna,
MOBBILLIEHHOW JHEBHOW COHJMBOCTHU, TOJIOBHOU 00JM
U YTpeHHel 3aTopMoxeHHocTH [39].

[Ipu olleHKe pecrMpaTOpPHBIX (GYHKIUNA YacThIO
CKPUHUHTOBOTO OOCJIEIOBaHUSI MOXET OBITh OIleHKa
KU3HCHHOW €MKOCTH JIETKUX B ITOJIOKEHUHM OOJIBHO-
TO cHIs M Jiexka. [IpocToit TecT — MONpPOCUTh TallieHTa
T'POMKO CUUTATh BO BpeMST OMMHOYHOTO BBIIOXA: CHIDKEH-
HOE YUCII0, TIOJyIeHHOE TIPY CYETE B MTOJIOKEHUH JIeKa,
IT0 CPaBHEHUIO C TIOJIOKEHUEM CUIST TOBOPUT 00 YMEHb-
IICHUW KU3HEHHOW eMKOCTH. [[1s GOoJIbIeid TOYHOCTH
MOXHO W3MepsATh (GOPCUPOBAHHYIO KU3HEHHYIO €M-
KOCTh, MaKCHMaJIbHOE IaBJICHWE BIOXa W MaKCUMaJlb-
Hoe namineHue Bbimoxa [20]. M3mepeHne (opcupoBaH-
HOU KU3HEHHOUW €MKOCTH B ITOJIOXKESHWU TAIlMEeHTa CUJIS
M JIeXa JTOJDKHO TTPOBOAMTHCS BCSIKMIA pa3, Korga 3TO
Bo3MOXHO [40]. Bombiree, yem Ha 10%, CHIDKEHHE 3TOTO
TTOKa3aTeJis TIPY ITepexoie 60THOTO U3 TTOTOXKEHUS CUJIS
B TIOJIOKEHUE JIeXKa 3acTaBiIsIeT IPEIIToiaraTh HaImIue
nuradparManbHoOit c1abocTu. DTU U3MEpEeHUs1 HEOOXOIU-
MO TIPOBOIUTH, HEB3MpPasl Ha HAIMINE CUMIITOMOB Hapy-
IIICHUST TBIXaHUS.

[Toxe3Hbl NOMOTHUTEIbHBIE W3MEPEHMS JIETOYHBIX
byHKIIMI, MMeoIIre OOJBIIYI0 YyBCTBUTEIBHOCTD B OT-
HOIIICHNUY PAaHHETO BBISIBJICHUS CJIA0OCTH W YTOMIISIEMO-
CTH IbIXaTeJIbHBIX MbILILL [41]. Mbl1IeUHast cuia BO Bpemsi
BIOXa ¥ BBIIOXa MOXET OILIEHUBATHCS MyTeM M3MEpPEHUS
cratuueckoro mamieHusi [41, 42]. OnpeneneHue 3TOro

HACJIE4ACTBEHHbBIE BOJIESHU

IToKa3aTeJsIsl Ha BIOXe, KPOME TOTO, MOXET OBITh TTOJIE3HO,
Korjga ucciieqoBaHue opcupoBaHHON XU3HEHHOM eM-
KOCTH B TIOJIOKEHUH JIeKa HEBO3ZMOXXHO KakK Y MallMeHTOB
B MHBAJTMIHOM Kpecyie, TaK 1 'y OOJBHBIX C JBIXaTeIbHOMN
HEIOCTaTOYHOCTHI0. Tak Kak omnpeesieHue CTaTHIECKOTO
TABJICHUS CYIIECTBEHHO 3aBUCUT OT METOIMICCKUX YCIIO-
BWIiA, pe3yJabTaThl MOTYT MHOTJA BBOIUTH B 3a0JTyKIICHNE.
BonbHbIe MOKHBI TUIOTHO OOXBAaThIBaTh T'y0aMu MYH-
IIITYK, HO CJIA0OCTH JIMIICBBIX MBIIII] 1 YTeYKa BO3MyXa
MOTYT BJTMSITh Ha pe3yJIbTarT.

Bonbiryro 1moib3y MPUHOCAT TaKUe WCCICIOBAHUS,
KaK TToJIMCOMHOTpadusi, HOYHAss OKCHUMETpPHUs U Kall-
Horpadust [40]. MakcuMallbHO paHHEe BbISIBJIEHUE
IBIXaTeIbHOM HETOCTATOYHOCTH WCKITFOUUTETBHO BaX-
HO Uil JIeueHUsT OOJBHBIX C MO3IHOAEOITUPYIOLIEH
dopmoii 6one3nu Ilomre. [dnurenbHasi HOYHAsT HEWMH-
Ba3WBHAsS BCHTWIILMS HEOOXOMMMa TaKWM OOJIEHBIM
W TIPUBOIUT K YJIYYIIEHWIO COCTOSTHHUS (YMEHBIICHUE
BBIPaXKCHHOCTH HapyIIeHU CHa, JHEBHOW COHJIIMBOCTH,
yTOMJIeHUsI U HapyuieHuil abixanust) [33]. Harpy3ouHbie
TECTBHI C OTpeleSieHUEM ITOTPeOIeHUST KUCaopoaa Tpem-
JIaraeTcsl UCTOJIb30BaTh B KAUECTBE YYBCTBUTEITHHBIX Me-
TOMOB 111 OLIeHKU 3(D(HeKTUBHOCTU (hepMeHTO3aMeIal0-
et repanuu npu 6ose3Hu [lomre ¢ no3gHUM 1e010TOM
[43].

ITpu B3pocoit hopme 3a60s1eBaHUsI MJIOTHOCTb KOCT-
HOW TKaHM CHITKEHA B MEHBIIICH CTETIeHU, YeM TP WH-
danTunpHOi [11]. Moryr uMeTb MeCTO KOHTPaKTYphI,
nedopMalu ckenera u octeonopos [ 14]. Ckonnos yacto
comnpoBoxmaeT 6oe3Hsb [ToMIre, mpuyeM TIpu B3pOCIOi
¢dopme oH OoJiee xapakTepeH Uil 6oJiee paHO 1e0ITUPY-
IOIIUX ciiydaeB [44].

MogsroBast aHeBpU3Ma SIBIIIETCST CEPhE3HBIM, HE BCET-
Jla pacro3HaBaeMbIM OCJIOXHeHWeM Oojesnmn [lomrre,
JMAHHBIE O YaCTOTe KOTOPOTO B JIUTEpaType, BEPOSTHO,
3aHWXKEHHI [45, 46]. B omHo# 13 pabot [4] ykas3siBaeTcs,
YTO 1lepeOpayibHasi aHeBpU3Ma SIBJISIETCST BTOPOU ITOC-
JIe JBIXaTeJIbHON HEIOCTAaTOYHOCTH TPUIMHON CMepTH
TIpY 3TOM 3abosieBaHnK. YacTtoTa TaKOTO OCIOXKHEHMUS
(oxono 2,7%) 3HAUNTEILHO MPEBBIIAET OOIIYIO YaCTOTY
aHEBPU3M MO3Ta B ITOMYJISIINN.

Cnygan BOBJICUCHMsI CepAlla B IMaTOJIOTUIECKUIA
npoliecc Mpu no3aHoaeoTupytolieir 6onesnu Ilomme,
B YaCTHOCTU KapAMOMUOMIATHH, TUIOXO TOKyMEHTHPOBa-
HBl ¥ TpeOYIOT HayibHelero m3ydeHus. Kaxk mpasuio,
KapIMOMMOIIATUST He HabIoaaeTcst Ipu 3Toil popme 3a-
oosieBanus (8, 47], xots o cunapome Bonbda — Ilap-
krHcoHa — VYaita (WPW) wuanektpokapauorpadu-
YecKuX HapyleHusix coobiwanoch [19]. B mocnenneit
pabote obHapyxeH WPW-cunnpom y 3 u3 38 maiimeHTOB
C MOJICKYJISIPHO-TCHETMYECKH  JIOKa3aHHOW  OO0JIE3HBIO
[ToMrte, ¥ MpenITOIOXKEHO, YTO TIIMKOTEeH MOXeT N30Mpa-
TEJIPHO HAKaITMBAThCs B TTPOBOSINEH CUCTEME CepIla.
OTcyTCTBHE BBIpAXKCHHOUW KapAMOMUOIIATHH Y OOJTBHBIX
¢ To3nHoneOTUpYIoLIel (opMoil 3aboseBaHUS TIpe-
TTOJIOXKHTEIBHO CBSI3aHO C TEM, YTO OCTaTOYHasl hepMeH-
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TaTUBHAsl aKTUBHOCTb Y HUX B CEPACYHON TKAHU BBIILIE,
4yeM y 00JIbHBIX ¢ UHDAHTWIBLHON (HOPMOIA.

CIIEHUAJIBHBIE METO/IbI ITMATHOCTUKHN

buoxumuuecrkan ouacnocmura

Y MmaaneHues ¢ 6osie3Hblo [ToMrne B KpoBU MOBBILIEH
ypoBeHb KpeaTuHGhOCHOKUHA3BI, allbAoJa3bl, alaHUH-
U acrapTaTaMMHOTPaHCAMUHA3, a TAKXKE JIAKTaTAETUAPO-
reHasbl. TpaHcaMuHa3bl OOBIYHO MPEACTABIEHbI MbIILIEY-
HbIMU pakuusamMu. B Moue u masme Takxke MOBBILIEH
YPOBEHb OJIUTOCAXapUI0B, OCOOEHHO TeTpacaxapuia
IJIIOKO3bI [7], 4TO SIBJISIETCSI HecnelM(pruIecKUM MapKe-
POM TJIMKOTEHOBOTO HAKOTUIEHUSI, YIOOHBIM JUISl OLIEHKU
IMHAMUKU 3a00eBaHus [48, 49].

YpoBeHb KpeaTuHbOCHOKUHA3BI Y OOJIbHBIX C MO3/-
HoneOoTUpYyollei hopMoii 3a601eBaHUs 0OBIYHO MOBBI-
meH B 1,5—15 pa3 no cpaBHEHUIO C HOPMAJIbHBIM 3Haye-
HueM y B3pocibix [50]. MHOraa aToT nokasaresab MOXET
OBITH B Ipeaenax HopMel [4, 17]. B otinuue ot 60JbHBIX
HEKOTOPbIMU JAPYTUMU META00JNYECKUMU MUOMATUSIMU
y NMalueHToB ¢ 6oje3Hblo [loMne He oTMeuaeTcsl pabao-
MMOJIN3A.

YpoBeHb CHIBOPOTOUHBIX TPAaHCAMUHA3 TAKXKe MOXET
OBITH TMOBBIIIEH Y B3pOCbIX 00MbHBIX [14, 51], mpuueM
cofiepxaHue acrapraraMMHOTpaHchepasbl 4acTo BhIIIIE,
yeM aJlaHMHaMuHoTpaHcdepasbl. HopMaiibHbIN YpOBEHD
raMma-riIyTaMUWITPaHCIIENTUAA3bl  YKa3bIBAET, YTO 3TO
MOBBILIEHUE YPOBHS TpaHCAMUHA3 — HE MEYEHOYHOTO
npoucxoxaeHusi. Yacto y G0JIbHBIX C OECCUMMITOMHbBIM
WY MAJIOCUMIITOMHBIM T€YeHUEM 00JIE3HU UMEHHO TO-
CTOSIHHOE TMOBBILLIEHUE YPOBHSI KpeaTuH(OCchOKMHA3bI
U TpaHCaMUHAa3 BeJET K 0oJiee MOJHOMY O0C/IeI0BAHUIO
U ITOCTaHOBKe nuarHosa [28, 52, 53].

B nocneanee Bpemsi paciuupsieTcsi Kpyr JjabopaTtop-
HbIX MapaMeTpoB, MOTEHIMAIbHO pPaccMaTpUBAEMBIX
B KQUeCcTBe JMArHOCTUYECKM 3HAYMMBIX TP 00JIe3HU
IMomme. Tak, simoHCKUMU aBTOpamu [54] mpensaraercst
UCMOJb30BaTh KaNMUJUISIDHBIA 3J1eKTpodope3 U BpeMsi-
MPOJIETHYIO MacC-CIEKTPOMETPUIO JIJIsl OLIEHKU MeTa-
0OJIUTOB IJIMKOT€HA B MbILIEYHbIX OMONTAaTax OOJIBHBIX
rmkoreHo3amu (tumnoB Ila, Ilb, III, V, VII, aTakxe
¢ nepuuurom dochornuueparkrHasbl). [Ipu aTom mno-
Ka3aHo, YTO KOJMYECTBO MPOAYKTOB MJIMKOJIU3a, MPO-
M3BOJHBIX IIIOKO30-1-docdara, CHMXEHO Y OO0JIbHBIX
rmkoreHo3amu tumnoB 11 u V; yucno npeniecTBeHHN-
KOB (pykTo3oaudocdara (IIoKo30-6-hocdar, rioKo-
30-1-ocdat, PpykTo30-6-hoctar) 3HAYNTETBHO BHIIIIE
npu rukoreHose VII; uuciio mpeniiecTBeHHUKOB (oc-
(ornuuepara Bblllie HOpMBbI Tpu Aeduumte dochoriu-
uepatkuHasbl. [Ipu rnukoreHose 11 n3ameHeHuit B KO-
YECTBE METAOOJIUTOB MIMKOJIM3a HE MPOUCXOAUT, OJHAKO
MOBBILIAETCS] YUCIIO METAOOIUTOB LIMKJIA TPUKAPOOHOBBIX
KHUCJIOT. ABTOPBI CUMTAIOT, YTO YKa3aHHBII METOJ MOXET
C BBICOKO CTIeIM(PUYHOCTBIO IPUMEHSIThCS TIpu audde-
PEHILMAIbHOMN JUAarHOCTUKE TJIMKOTEHO30B.

Cyxopyxos B.C. u coasm. QnarHocTuka 6one3nm MNomne

Buisasaenue akmuenocmu xucaoii arvpa-2aroxo3udasot

ITpu Bcex hopmax 3a60s1eBaHMsI OOHApYXeHUE neuLn-
Ta aybha-TIMOKO3UIA3bl B PA3TMIHBIX TKaHSIX (B IETBHON
KPOBH, MBIIIIIAX, JEUKOIIUTAX WM (hnOpobIacTax) sIBIs-
€TCsT BeMYIIIUM JTOKa3aTeIbCTBOM JararHo3a. I1peHatanbHast
JIMarHOCTHKA BO3MOXHA TTPU MCCIIeNOBAaHIY TPOh0OIacTOB
I aMHAOTUYECKUX KIIETOK. AKTUBHOCTh KHCIIOM ajtbtha-
IJIIOKO3WAa3bl KOPPEJIUPYeET € Ae0I0TOM — IPU MHDAHTUITb-
HOI (hopMe OHa MOXKeT OBITh MeHee 1% OT HOPMAaIEHOTO
rokasarteJisi, a Ipu Mo3aHoAe0TUpYIolIel (hopMe Bapbu-
pyet ot 2 1o 40% [14, 55].

Onpedeaenue 6 npobax kpoeu

Mo HemaBHETO BpeMeHU AMarHoCTKa 6ome3Hu [ToM-
e TpeboBaa OICHKM aKTMBHOCTH KUCIION abha-TIro-
KO3uma3sl B puOpobiracTax, KyJTsTUBUPYEMBIX W3 MaTe-
puasia, TIOJY4EHHOTO TPY OMOTICMM KOXKM WJTU MBIIIIIIHI.
Tak Kak KpOBb COINEPXKUT TJIFOKOAMWIIa3y MajbTasbl
¢ aTbha-TIIOKO3UIa3HOM aKTUBHOCTBIO, KOTOPAast MaCKH-
pyeT nedUIUT UCTUHHOTO (hepMEeHTa, UCCIeIOBaHNS aK-
TUBHOCTH KUCJION abhtha-TIIIOKO3UIa3kl B IIETBHON KPO-
BU He TIPOBOAMIOCH [55].

BonpmmiM  mocTKeHWEM B BBISIBICHUW  JeUIIATA
KUCION ambda-TIIIoKo31aa3sl ObUTa pa3paboTKa MeTonma
aHaIN3a CYXWX IIATEH KPOBU C WCITOJIb30BAHMEM MaJlb-
TO3bl [56] uakap6o3bl [57] BKauecTBe WHTHOWTOPOB
AKTUBHOCTM TJIIOKoamMwiaasbl Maibraspl. N. Chamoles
M cOaBT. [56] Mmoka3aiu, 4YTO 3H3UMHAsA aKTUBHOCTD, UC-
CJIeIOBaHHAsI TAKUM 00pa3oM, CYIIECTBEHHO OTIMYACTCS
y TIAIIMEHTOB C 00Jie3HbI0 [loMrie Kak OT HOpMaTbHBIX
3HAYCHMIA, TAK U OT COOTBETCTBYIOIINX (ITPOMEKYTOUHBIX
10 3HAYEHMIO) TTOKa3aTeiel Y reTepO3UTOTHBIX HOCUTE-
JIelt.

[TMIOTHRI CKPUHWHT HOBOPOXICHHBIX C UCTIONb-
30BaHMEM akap0o3bl Obl1 mpoBeaeH B TaiiBane [58].
TexHOMOTUY /1T HEOHATAIBHOTO CKPUHWHTA OBUTM pa3-
paboTaHBl M APYTUMHU aBTOpamu [59, 60], HO He Bce OHU
TECTUPOBAJIMCH B KIIMHUKe. Harmpumep, vcnoib3oBaHue
METOJ0B, OCHOBaHHBIX Ha TexHosioruu ELISA, B psime
CJTyJaeB TIPUBOIUT K OIMMOKE, TaK KaK ITPU OTHOCHUTETb-
HO JIETKMX BapWaHTax 3a00JieBaHUSI MOXET OBITh Hapy-
1meHa GyHKuMs KUcaoi anbda-rioko3unasbl, HO KOJIU-
YEeCTBO €€ OCTAHETCST TPAKTUUECKN HOPMaJTbHBIM.

B xpynHoMm MexayHaponHoM uccienoBanuu B 2008 T.
[61] 6BUTa TIpOBEnEeHA OlleHKa 3((MEKTUBHOCTH OIpeme-
JICHUsI aKTUBHOCTH KUCJION alTb(a-TIIFOKO3UAA3hl B CyXUX
MSITHAX KPOBU HOBOPOKIEHHBIX TAHAEMHBIM Macc-CIeK-
TPOMETPUIECCKUM MeTOIOM. B 3Tol paboTe mpemmiecT-
BYIOLIME METONMYECKUE Pa3pabOTKW ObUIM aJanTUpO-
BaHbl I JAHHOTO MeToda. ABTOPbI TMOCUMTAIA 3BTO
aKTyaJIbHBIM 10 HECKOJIbKMM TIpUYMHAM: 1) yKa3zaHHas
TEXHOJIOTUST PACIpOCTpaHeHa TPaKTHYECKH BO BCeX Ja-
OopaTtopusiX HeOHATaJIbHOTO CKPWMHUWHTA; 2) TaHAeMHas
MacC-CIIEKTPOMETPHS IEMOHCTPUPYET BHICOKYIO TIPOU3-
BOIWTEJIBHOCTH; 3) OHA XapaKTepu3yeTcsl BBICOKON JyB-
CTBUTEbHOCTHIO. YTO erie 6osiee BakHO, BBISBICHUE
MapKepoB 6oj1e3HU [TomIie Tpu 3TOM MOXKET KOMILIEKCH -
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pOBAThCS ¢ OTIpenesieHneM MapKepoB OoJiesHeir Dabpw,
Kpa66e, Humana — INuka (A u B) u Tome [57, 59, 62].

HeonaranbHbiii ckpuHUHT 60ste3Hm [Tomrie akTyaneH
ITO HECKOJIbKMM TTPUYWHAM: BO-TIEPBBIX, HECMOTpSI Ha sIp-
KOCTh KITMHUIECKOI KAPTUHBI y GOJTHITMHCTBA MAIUCHTOB,
y 00JIbHBIX UHOAHTUIBLHON (hOpMOI ObIBAIOT U HESIBHbIE
TIPOSIBIICHUS, a (hepMEHTO3aMeINaloNIasi Teparusi ropas-
no 6osiee 3pheKTUBHA, €CM TTPOBOAUTCS Ha OECCUMII-
TOMHOW cTamuu 3abojieBaHUs. BO-BTOPBIX, CKPWHWHT
MO3BOJIWII Obl 3apaHee BbISIBJISATH MO3AHONEOIOTUPYIOIINE
(opmbl, 3HaYCHWE Yero, TPU HATMYWUW TIePCIIEKTUBHBIX
METOJIOB JIEYEHUSI, TPYIHO MepeoLieHuTh [61, 63].

B yxxe mutrpoBaHHo# pa6ote 2008 . [61] moka3aHBI
BBICOKHME TUArHOCTHMUYECKUE KadyecTBa MacC-CIIEKTPOMET-
PUYECKOTO METONA, TPEBHINIAIOIIETO 0 TOYHOCTH TaXe
AHAJIOTUYHBIC ONpENeICHUST YPOBHS allMIKApHUTUHOB
Y aMAHOKMCIIOT. [Ipy 3TOM aKTUBHOCTH WCCIIEAyeMOTO
dbepMeHTa TUHEHHO KOPPETUpYyeT C BEIMIMHON TeMaro-
KpWTa, YTO yKa3bIBaeT Ha BHYTPUKIICTOYHYIO JIOKAIM3a-
IIMIO 3H3WMA, a MHTepMEepeHITNS TeMOTJIOOMHA HE BIIHASET
Ha TOYHOCTh MeTOJa. AKTUBHOCTB H3MMa B CYXMX ITATHAX
ObUTa CTAOMITHHA TIPM XpaHCHUU 10 28 MHEU MpH pa3ind-
HBIX TeMIlepaTypax. JIWIIb HeOOJNbIIoe CHIDKCHHWE Ha-
OJTIOMAIOCHh B CJydae UTUTEIBHOTO XpaHEHMs 00pasIioB
npu temrieparype 37°C. ABTopbsl He u3ydasin  addekr
BJTaXKHOCTH, HO MM TIPENICTABIISICTCS] MaJIOBEPOSITHBIM BO3-
NeiicTBUE ee KoJIeOaHMil Ha IToTyJaeMble TIOKa3aTesu. AK-
TUBHOCTb KUCJION ajbha-TIFOKO3UIA3bl, CCIeIoBaHHAS
B 3TOi1 pabote Gosiee yem y 10 000 moHOIIIEHHBIX U HEO-
HOIIIEHHBIX HOBOPOXIEHHBIX B ABCTPHH, ObIJTa B TIpeNesiax
HOpPMBI, COCTaBUB B cpeaHeM 13,3 MKMoJib/4 *JI. Y Becex
naiueHToB ¢ 6oJsie3Hblo [lomne (obcnenoBaHbl 14 60ib-
HBIX MJIAZICHIIEB U 15 MalleHTOB C MO3IHUM Ae0I0TOM) 3Ta
aKTUBHOCTb cocTaBmwia < 2 MKMOJIb/Y *JI. BrIpaxkeHHBIX
pas3IMINii JAaHHBIX TTOKa3aTeleld MEXIy PaHO- W IMO3-
HOIEOIOTUPYIOIMMHA (hopMaMH HE OTMEYaJloCch, 4YTO Xa-
PAKTEpHO U MPU UCCIIEOBAHUM IPYTUX TKaHe# [S1].

B pa6ore J. Goldstein u coaBT. [64] TakXe Mccaeno-
BaHa 3(DGEKTUBHOCTH OTpeeSieHUsT aKTUBHOCTH KUCIIOMN
anbda-rIoKo3uaa3bl B CyXuX MsITHaX kpoBu. Obcneno-
BaHBI 220 GOJBHBIX B BO3pacTe 1o roma W 671 marueHT
crapire roga (165 — mo 18 et 1 506 B3pOCIBIX) C MPO-
SBJICHUSIMU HESICHOTO HEPBHO-MBIIIIEYHOTO 3abo0JieBa-
HMSI WJIM UMEIOIUX OONBHBIX POICTBEHHUKOB C HEpPB-
HO-MBIIIEYHO! TaTtojiorueii. CHWXEHWEe aKTUBHOCTHU
dbepMeHTa, cCBUACTENBCTBYIONIEE O IIMKoreHo3e 11, ooHa-
pyxeHo y 13,6 % mnanenties, y 10,3% manumeHTOB B BO3-
pacte ot 1 roma no 18 neT my 12,6% B3pOCIBbIX OOIBHBIX.
[Tpu 3TOM aBTOpaMU Y B3POCIBIX OOJTBHBIX C MBITIICYHOM
CTabOCTHIO B MPOKCUMAJBHBIX MM KOHEYHOCTHO-TIO-
SCHBIX OTHEJaX CHIDKEHHAsl aKTUBHOCTh KUCJIOW alb-
(a-Tmoko3Mnasbl OblIa BBIABIEHA B 15% ciyyaeB. Bce
BBIIIIECKa3aHHOE YOEIWTEIFHO CBUICTEIBCTBYET O TOM,
YTO METOJI CYXUX IIATEH NOJDKEH IMUPOKO MPUMEHSITHCS
TIpY MaJieiIreM oA03peHUH Ha TIIMKoTeHo3 11 Tuma.

OmnucaH TakkKe METOJ, UCITOJIb3YIOIINI CMeCh aKap-

HACJIE4ACTBEHHbBIE BOJIESHU

603BI M €CTECTBEHHOTO CyOCTpaTa — IJIMKOreHa [65]. Me-
TOI UCTIOJTB3YeTCS MTPEUMYIIIECTBEHHO UTST OTICHKM TTO31I-
HoneOTUpYIoLIEei (GOPMBI.

Onpedeaenue ¢ mKanesvix npooax

J1o HACTYTUICHUS 3II0OXW WCCIENOBAHUS KPOBU <«30-
JIOTBIM CTaHAAPTOM» CUUTAJIUCH WCCICTIOBAHUS KYJIb-
Typbl (HUOPOOIACTOB W MbIllIEYHbIX OuonTaTtoB [8, 51].
WzmepeHue B pubpobaacTax gaeT XOpOIre pe3yJibTaThl,
HO OTpaHWYCHUEM MCIIOTh30BAHUS METONAa MOTYT OBITH
HEONBITHOCTh 3KCIIEPMMEHTATOpa, OTCYTCTBHE BO3MOX-
HOCTEI BBIpalIuBaTh KOJOHWM W [UTMTEIBHOCTD ITPOIIe-
nypel. Kak mpaBuio, Heobxogumo 4—6 Hem Ui TOTO,
YTOOBI BBIPACTUTH MOHOCJION (hrUOPOOIACTOB U3 MATEPU-
ajia KoxxHoro ouonTara [14, 51].

AHaJM3 aKTUBHOCTU (hepMeHTa B OYMIIICHHBIX JINM-
douuTax ¢ UCTIONB30BaHUEM aKapOo3bl TToKa3an 93 % a¢d-
(heKTUBHOCTB BBISIBJICHUS AehUIIMTA KMCITOM ambha-TIro-
Ko3umasHsl y neteif. OmMHaKo OH MOXET OBITh He afeKBaTeH
MTPY HATMIWH TTapIMabHON HEJOCTaTOYHOCTH (hepMeH-
Ta [66]. [Ipyroe npensTcTBUE — MOTEHLMATbHASA HEUTPO-
wIbHasE KOHTAMUHALIAS M MHTEPGhEPEHITUS TITIOKOAMU-
JIa3bl MaJIbTa3bl B CIIyJYasiX IJIOXOTO B3SITUST U 00pabOTKH
npoobl. [lo3TOMy MNpu JaHHOM HCCAEAOBaHUU TJIIOKO-
aMu1a3y MajibTa3zbl HEOOXOMMO UHIMOUPOBATb.

MpbiiieyHasi OUOIICUSI TIO3BOJISIET TIPOBECTU OoJiee
OBICTPBI aHaNM3 AaKTUBHOCTH (epMeHTa, HO TKaHb
TOJDKHA OBITH 3aMOpOKEeHa B MOMEHT B3ATHs OMoITaTa
1 6e3 pa3MOPO3KH JOCTaBJICHA B TAOOpaTOPHIO.

MOP®OJIOTTYECKAS TUATHOCTUKA

BakyomsipHass MHWOIIaTHSI YW TUCTOXMMHMYECKUE TOKa-
3aTeNIbCTBA HAKOIUIEHWsI TIIMKOTEHa — OCHOBHBIE MOD-
¢onornueckue npusHaku 6ose3Hu [lomrie mpu aHanuse
MBbIILIEYHBIX OuonTatoB [5, 17, 55]. Bakyonu okpainBa-
torcst udd-nozuruBHo. Moryt oOHapyK1MBaThCs U ay-
ToharTMIecKre BaKyoJIW, TIO3MTHUBHBIC Ha KUCIYyIO (oc-
datazy (ciaeayer OTMETUTbh, YTO 110 HETABHUM CBEICHUSIM
GOJBIITYIO POJIb B pa3BUTHH 6osie3HU [ToMIie TTpy TTo3mHEM
NeOI0Te UTPAIOT aKTUBUPYEMbIe Ha YPOBHE TPAHCKPUTIIIAN
dakTops! ayrodaromnurosza) [67, 68]. MoxeT IMeTh MECTO
TIPEUMYIIIECTBCHHAS BaKYOJIM3aIMsI MBIIIIEYHBIX BOJIOKOH
TepBoro WM BToporo tuma [69—71]. Pexxe B Gmomnrarax
OTIPENEJIAIOTCS.  TIPU3HAKM HEWPOTEHHOTO TIOPaKCHWS,
a TakKe HEKpOTUYeCKHe BOJIOKHa [26, 55].

Y GonbHBIX ¢ MO3AHOAEOTUpPYIOLIEH (opmoit 3a-
6oseBaHUST MOP(MOTOTMYECKIE XapaKTePUCTUKHM MBIIII-
IIBl MOTYT 3HAYUTEJIEHO Pa3IMYaThCs: OT IMIPAKTUICCKU
He M3MEHEHHBIX JIO Tpy00 HapyIIeHHBIX. [IpoIeHT BaKy-
OJIU3UPOBAHHBIX MBIIIECYHBIX BOJIOKOH MOXET BapbUpO-
Bath oT 0 10 75% [17, 26]. B mpyrom mccienoBaHUU 3Ta
BapuabebHOCTh cocTaBmia 1-90% [69].

Y onHOro 1 TOro e 60JILHOTO CTeNEeHb HAKOIJIEHUSI
IJIMKOTeHA W BaKyoJM3allMM MOXET BapbHUpOBaTh B pas-
HBIX MBITIIIAX WX B MBIIIIEYHBIX BOJIOKHAX Pa3HOTO THTIA
[14, 51, 69]. Be1OOp MBIIIIIBI U €€ KOHKPETHOTO YJacTKa
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IUTSI GMOTICMIT MOKET CBHITPaTh POJIb B yIadye WIM Heymade
ncciaenoBanus. OTcyTcTBUE MOPMOIOTMUECKUX N3MEHe-
HWi, TAKUM 00pa3oM, TIOJTHOCTBIO He UCKITIOUaeT TIpefi-
TToJTaraeMblil auarHo3 6ose3nu [Tomrre.
[croxmmMuyeckoe BBISIBJICHUE TTMKOTeHa Ha CBETO-
MUKPOCKOITMYECKOM YPOBHE ITO3BOJISIET BBISBUTH CaM
axt rmkoreHo3a. OmHaKO 60Jiee TOUHBIN TUATHO3 BO3-
MOXEH TOJIBKO C TIOMOIIIBIO 3JIEKTPOHHOM MUKPOCKOTIU.
[koreH ompenensieTcss TPU AIEKTPOHHON MUKPOCKO-
MMM Kak B BUIE CBOOOMHO MUCIIEPTUPOBAHHOTO B IIU-
ToIJIa3Me, TaK W B cOCTaBe JIM30coM [26, 55]. BuisgBisis
XapaKTepHBbIe UTA TTMKoreHo3a Il tuma BHyTpmiIm3oco-
MaJbHBIE CKOTUICHUS TJIMKOTeHa (puc. 2), SJIeKTPOHHAs
MUKPOCKOITHS, XOTSI M He BCETIa TOCTYITHAsI B PYTHHHOMN
MpaKTUKe, TIPEAOCTABIISACT, TAKUM 00pa3oM, BEICOKOCTIE-
MGUIHBIC TOKA3aTeIbCTBA HATMIusl 6os1e3Hu [Tomrre.

Puc. 2. DnexTponno-Mukpockonudeckoe BhISBJIEHNE BHYTPH-
JIM30COMAJIbHBIX CKOIUIEHHMIl IIMKOreHa (3Be3M0YKH) Y 00JIbHO-
rol5 ner.x15 000.

MOJIEKY/ISPHO-TEHETUYECKAS
JTAATHOCTUKA

Bose3np [lomMne — MoHoreHHoe 3abosieBaHuE C ay-
TOCOMHO-PELIECCUBHBIM TUIIOM HacienoBaHus [55, 70].
Ten 3a6oneBannst GAA (OMIM *606800), Kogupyrommmit
depMeHT Kucayio a-1, 4-rimoko3uaasy, KapTHUpOBaH
Ha 17-i1 xpomocome (tokyc 17q25.2 — q25.3) [55, 70,
71]. Ien umeet uuHy 20 K6 1 coaepxuT 20 3k30HOB [72].
IlepBhIii 3K30H SABIsETCS HekomupyoomuM. Komupyro-
mas ITOCJIeIOBAaTeILHOCTD IIPEAIIONIaraeMoro  yJacTKa
KaTaJTUTHYECKON o0yiacTh (hepMeHTa TpephIBaeTCS WH-
TpoHoM muHo B 101 6. Ten GAA comepxut 1o 80% GC
Tap OCHOBaHU W OTJIMYAETCST OETHOCTBHIO COMEPKAHUS
koHcepBaTUBHBIX 00KCOB TATA 1 CCAAT [71]. [Tpomo-
TOPHBIN perysaTop reHa GAA sIBIsieTCsT TUTTMYHBIM TIPH-
MEPOM reHa «JJOMalllHEero Xo3s1iicTBa» («<housekeeping»).

Cyxopykog B.C. u coasm. QuarvocTtvika 6onestu Momne

Hnst GAA xapakTepeH 4pe3BbIYailHO BBICOKMI MY-
TallMOHHBIA TonuMopdu3M. B HeM B Hactosiiee Bpemst
ornucaHo 6ojiee 200 MyTalyii, BKIIOYAIOIINX OJHOHYKJIC-
OTUJTHbIE MUCCEHC- (CMBICJIIOBbIE) W HOHCEHC (CTOI-KO-
JIOHHBIE) 3aMEHBI, MyTallMM CAMTOB CIJIAiCUHIA, a TAKXKE
neneu-uHeepuun (BcTaBKU). BosiblIMHCTBO MyTauuit
reHa 6ose3Hu [lomne — ceMeliHble, MpUYEM TSI KAXIOM
M3YYEHHOI CEMbM OIMCaHA CBOSI YHUKAJbHAs MyTallusl,
KOTOpasi M3 MOKOJIEHUSI B IMOKOJICHUE TMepeaeTcsl rere-
PO3UTOTHBIMU HOCUTEJSIMU, HE UMEIOIIMMU CUMITOMOB
naHHoro 3abosyieBaHus [14]. OmHakKo mJiss HEKOTOPBIX MY-
TalMii HabJII0AAETCsl MOBBILIEHHAsI YACTOTa B OIpeesIeH-
HbIX 3THMYeCKMX Trpynnax. Hampumep, BeBpomneickoii
nonyyasiuuy MyTaums caitta crtaiicunra IVS1 (-13T->G)
HauboJsiee 4acTo BCTpPevyaeTcs Y MalMeHTOB C 0O0JIE3HbIO
ITomrie ¢ Gojsiee B3poCabIM AeOIOTOM, TIPUYEM XOTS Obl
B OJJTHOM aJijiefie (B FeTepO3UTOTHOM COCTOSIHMU) 3Ta MY-
Tauus obHapyxuBaetcst 6ojice ueM y 50% OonbHBIX [14].
A. Montalvo u coaBT. [73] yUTaJbSHCKUX TAlIMEHTOB
¢ 6ose3Hblo [TomMIie 0OGHApPYKUJIN MOBBILLIEHHYIO YacTOTY
TreTepPO3UTOTHOTO CEMEMHOTO HOCUTEILCTBA MyTalIUM cali-
Ta CIUTaliCMHTa B TIepBOM MHTpoHe. OHa cocTtaBiisiia 85%
(asurenbHast yacrora 42,3%). B W3panite mpaktudecku Bce
ciyyau 6osie3Hu [lomrme 3aperucTpupoBaHbl y NaJIECTUH-
CKUX apaboB, YTO, BO3MOXKHO, CBSI3aHO C €1le HE UIEHTHU-
(ULIMPOBaHHOM MyTalleil, BO3HUKIIEH B JAHHOW CTpaHe
no Tumy 3ddexTa poroHayanbHUKa [74].

YacTb, HO HE OOJIBLIMHCTBO, MyTalluii UMEET Koppe-
JISIUMIO C KIIMHUYECKUM (deHoTunom O6osbHbIX [14, 70].
Ho Bce-Taku yeTKoili reHOhEeHOTUUYECKONH KOppesi-
uuu as 6onesHu Ilomne He oOHapyxeHo. Hampumep,
M. Kroos u coaBr. [16] mpu obcirenoBannu 98 TaleH-
TOB, MMEIOIIUX MYTalMIO caiiTa CIJIaliCUHIa Yy OIMHUX
U IeNIeUnI0 TMPaKTUYeCKu Bcero reHa GAA y apyrux,
He OOHApYXUJIW B cllydyasix MOTEeHUUATbHO OoJiee TsKe-
JIOW MyTaluu (Iefelun) accouralunu ¢ 0oJiee TSKenoit
KJIMHWYECKOM KapTUHOM 3a0osieBaHus1. Ciiaboe rnposiBie-
HUE TaKoW Koppeasiuuu st iukoreHosa Il tuma moxet
OBbITh OOYCJIOBJICHO HaJM4YMEM elle He MIeHTUDULIPO-
BaHHOTO reHa-Moaudukaropa [8, 70]. B kauecTBe KaH-
nuaara Ha posib Moaudukaropa GUTrypupyer reH aHrmo-
TeH3uHnpeBpamawoiiero ¢gepmenra (ACE). IlokaszaHo,
yro reHotunn DD monumopdusma aeaennu-uHCepUUn
(I/D) manHoTrO reHa accolMMpPOBaH ¢ 0oyiee paHHUM Ha-
yajoM 00se3HU, OoJiee BHICOKMM YPOBHEM KpeaTMHUWH-
KMHa3bl 1 6oJiee OBICTPBIM MpOorpeccupoBaHueM [75].

Y HekoTOpbIX MaluMeHToB ¢ 6osie3Hblo [lomne omnu-
caHa KOMIAyHI-T€TepPO3UTOTHOCTh [0 MyTallMsIM TeHa
GAA, xorga OJHOBPEMEHHO ABE MYyTallMd HaXOISITCS
B OMaJLJIEIbHOM TeTepPO3UTOTHOM cocTostHuU. Hanpumep,
NpUYMHON UH(paHTWIBHON (opMbl TiukoreHosa II Tuma
y MalMeHTa B OAHON W3 ceMell SBISUIOCh KOMIayH/-Te-
TEPO3UTOTHOE HOCUTEJILCTBO MYyTallMM TUIA TPaHCBEp-
cuu Hykieotuaa T Ha Hykjeotun G B IEPBOM UHTPOHE
M IeJIieUM OJHOTO HyKJeotuma T B mo3uumu 525 [76].
B nesioM, KoMnayHIHasi TeTEPO3UTOTHOCTh KaK MPUYMHA
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CremyeT Takke OTMETHTB, YTO, HECMOTPST Ha OOHapy-
SKEHHYIO KOPPEJISIINIO TIOATHITOB 60se3Hu [Tomrte, pazmm-
YaOIINXCST BO3PACTOM Havaia 3ab0jIeBaHUS, CO CTETICHBIO
COXPaHHOCTH aKTUBHOCTH KWCJION aib(da-TIroKO3MIa3Hl,
C TEHETUUECKOM TOUKY 3pEHUS 3Ta KOPPEJISALNS He HAXOMUT
0o0bsicHeHus1. TakuMm 00pa3oM, OTCYTCTBME YETKOHN CBSI3U
MEXy TeHOTUNOM U (heHOTUIIOM [uisd 6osie3Hu [lomme ka-
caeTcs He TOJTbKO KITMHIMYECKWX TIPOSTBIICHUA, HO 1 TTIEPBUY-
HoTO (hepMeHTHOTO AedeKTa, YTo, KaK yKe ObUTO CKa3aHo,
MOXKET CBUICTEILCTBOBATH O O0JIee CJIOXKHOM TeHETHIEeCKOM
STUOJIOTUM JaHHOTO 3abojieBaHus [ 16, 76].

B HacTosIIee BpeMsT B CBSI3W C MOSIBUBIIEHCS BO3-
MOXHOCTBhIO 3(GEKTUBHOTO JICUCHUST TJIMKOTeHO3a
Il Thma BcTam BOIPOC O TEHETUYECKOM MMAarHOCTHKE
u cKpuHuHTe 3a0osieBaHus [20]. Ero cioxHOCTB 3aKTt0-
gaeTcsl B TOM, 9TO Mpw 6ojie3HU IloMIie He omucaHbI
MaXkKOpHBIE MYTallMi, BBICOKAsS YacTOTa KOTOPHBIX ITO-
3BOJIsIJIa OBl OIPEAENSATh TOJBKO KOHKDPETHBIE JIOKYCHI.
IToTokoBOE McclieToBaHME YK U3BECTHBIX MYTAIIHIA 11e-
JIecoo0pa3HO TOTBKO B CTy9ae M3YUEHMS OIpeIeIeHHOM
STHUYECKOU TPYMIIHI ITAIIMEHTOB, UMEIONIUX CIIeIIU(U-
YeCcKUe TSI HUX MyTallMOHHBIe n3MeHeHus. [1pu uccie-
MOBAaHWM CMEIIAHHOW TPYIITBI OOJBHBIX HEOOXOIMMO
CEKBEHMPOBATh BECh I'eH.

CeKkBEeHUPOBAHNE MOXHO IMTPUMEHSATD JUTSI CKPUHITHTA
ceMell M MIeHTU(MUKAIIUA TeTePO3UTOTHBIX HOCHUTENCH,
TMETeKIIA MyTalii de novo ¥ 1T TOMCKa TeHOTUITIYEC-
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