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5 onesHo MNomne (BI1), n3BecTHan TakXe Kak r/iMKoreHo3
BTOpPOro tMna n HefoCTaTtoYHOCTb KUCITIOW marnstassl, —
HacnencTeeHHoe 3adonesanve, 06yCNOBNEHHOE HeQOCTaTOHHO-
CTbIO KUCMOW o-rNuKo3naasel (kucnas manerasa) [1]. OedekT

‘aToro hepmeHTa NPUBOONT K HAKONNEHWUKD MUKOoreHa B NTN30CO-

Max pasfnyHbiX TKAHEN, NP ITOM Hanbonee Cepbe3HO NOBPEX-
[aloTCs cepaeyHbie, CKeneTHble Mbilllbl U ragKas Myckynary-
pa (puc. 1).

Mpw Bl BbIOENSIOT HECKONBbKO KNWHMYeckux dopMm. UHdaH-
TunbHas dopma Bl nebioTupyeT Ha NepBOM rogy XM3HU U xa-
paKkTepuayeTcst OCTPbIM TEYEHWEM U PAHHUM JieTanbHbIM UCXO-
oom. [1na 60nbHbIX JeTel B nepBble MeCALbI XU3HW XxapakTepHa
TMMOTOHWA, reHepanuM3oBaHHaa MbllledHas cnabocTs u runep-
Tpodmyeckas KapaMoMMonaTus, KOTopble NMPUBOLSAT K CMepTU
OT Cepe-HO-1ero4HON He[OCTATOUYHOCTU NN JIETOYHBIX UHDEK-
LUuiA, 06bl4HO B TeYeHWe MepBOro roga »xwu3aHu [1, 2]. MNosgHas
dopma B, maHudecTvpytowana B NogpoCTKOBOM BO3pacTe U
cTaplue, xapakTepusyeTca OTCYTCTBMEM TSXesbIX MOpaXeHuwn
cepaua 1 Heckonbko 6onee 6NaronpPUATHLIM NPOrHo3om. OCHOB-
Hbie CUMNTOMbI CBAi3aHbl C MPOrPECCUPYIOLUM MopaxeHuem
CKeNneTHbIX MbIlL, U MOryT MOABUTLCA B Nt060OM Bo3pacte. [lo
Mepe pa3BuTWs Gore3Hn y GOMbHbIX UCHE3aEeT CNOCOGHOCTL K
CaMOCTOATENbHOMY MEepPeABMXEHUNIO, OHN He MOryT 06X0auTLCA
6€3 UCKYCCTBEHHOW BEHTUNALMM Nerkux. [bixatenibHas Hepoc-
TATOYHOCTb ABMAETCA NPUHUHON THXENON MHBATMAN3ALMA U Bbl-
COKOW CMepTHOCTW Npu 3Toi hopme Gonesun. BoapacT HacTyn-
NeHWst CMepTU BapbupyeT OT paHHero JeTcTBa O CTapocTv U
3aBUCUT OT CKOPOCTW MPOrpeccupoBaHnsa 60Ne3HN U CTENEHU
BOBJIEHEHWA ObIXaTeSIbHbIX MbILLIL,.

Bl oTHOCKTCA K NIM30COMHBIM 60ne3HsM HakonneHus (NBH).
OpHako BN MOXHO KnaccuMuLMpOBaTE U Kak HEeMPOMbILLEYHOE
3abonesaHne, MeTabONMYECKYID MWOMATUMIO WIW [NIMKOreHO3
(Bl aBnAeTcA eaMHCTBEHHOW NaTONornen, Mpu KOTOPOW Hapy-
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LeHWe pacnaga rmuKoreHa cBA3aHo ¢ AedeKToM yHKLUMKN Nn-
30COM), a MHbaHTUNBHaa dopmMa 60ME3HN TAKXKEe OTHOCUTCH K
Kapauonorn4ecKor NaTonorMm B CBA3U C BblPaXeHHbLIMU U3Me-
HeHWAMU cepgua.

B Hactoawee Bpems Bl Henaneuynma, U MeguUMHCKAA No-
MOLb OrpaHuyMBaeTcs nopaepxuBaroileit Tepanuei. Mpena-
paTbl, NOBbILLAOWME pacnag UMTO30SIbHOro MMKOreHa, Takue
KakK 3NUHEeMpPUH K MMIOKarcH, He OKa3bIBAKOT TEpPanesTUHecKoro
achdekTa [3]. MpeanpuHUMaBLLMecs: paHee NOMbITKN PepPMEHT-
Hown 3amMecTuTensHon Tepanun (P3T) HedocHOPUIMPOBAHHON
KUCNOW 0O-FMUKO3NOA30M, NONyYeHHOW u3 rpudka Aspergillus
niger Inu NnaueHTbl YenoBeKa, He U3MEHUNN KIIMHUYECKOr O Te-
YeHust 6onesHn y geTer rpygHoro Bospacta [8—11]. TpaHcnnan-
TauuMa KOCTHOTO MO3ra Takxe He umerna ycriexa [12]. OaHako
npoBefdeHHble B MOCNefHee BpeMs KIMHWYECKME WUCTbITaHus
@®3T HoBBEIMM MpenapaTamMy ganu BecbMa obHajexusarouine
pesynbTatsl [13—16]. BaxHbii BKNag B pa3BuTne HOBbIX METO-
[OB JIeYeHUA BHOCUT U3YyYEHWE BHYTPWKIIETOYHOrO CUHTE3a U
0ocTaBkK hepMeHTOB, aHanus3 cnekTpa mMytauui npu pasnuy-
HbiX hbopMmax 60ne3Hn, paspaboTka XWBOTHLIX MoAened ona
OOKIIMHWYECKNX UCCINeAOBaHMIn M HenocpedCcTBEHHO Tepanes-
TUYMECKUX METOOMK, a TakXe MccrnenoBaHne BUPYCHBIX BEKTO-
poOB ONA nepeHoca reHos [17].

YuuTbIBas BO3MOXHOCTb MoaBneHus B 6yaywem ®3T v apy-
rMX BUOOB NeveHuns, 60MblIoe 3HaYeHne MpuobpeTaeT paHHAA
amarHoctuka Bll, Heo6xogumas ona cBOEBPEMEHHOIO Ha3Have-
HWA Tepanuun. [NA geteit rpygHoro Bo3pacTa 370 ABMAETCA BOr-
POCOM >XXMU3HU N CMEPTH, MOCKOMNbKY BPEMEHU A5 NeYeHus noc-
ne yCTaHOBMEHNA guarHosa YpesBblHarkiHoO Mano.

McTopuueckmue acnexkTbl npoénemsoi

BonesHb 6bina BnepBble ONMcaHa roanaHackuM NaTosoro-
aHatomom I".K.MMomne B 1932 r. [18]. B 1963 r. oHa cTana nep-
BbIM 3aboneBaHnem, knaccmduumpoBaHHbiM kak J1IBH nocne ot-
kpbITUA fe ObtoBe [19] KNeToYHbIX OpraHenn — MM30coM 1 obHa-
py>XeHua Xepcom [20] cBasu Mexay NpuHMHON 3TON 60NE3HU n
HacneocTBeHHbIM AedmumnTomM hepmeHTa B TIM30CoMax.

Kak yxe ykasblBanocb, B NuTepaType WCMoMb3yTCs He-
CKOMMbKO CMHOHMMOB Bl — rmnkoreHo3 BTOporo Tuna, HegocTa-
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Puc. 1. OTnoxeHue ravMKoreHa B Mbituljax npu 6onesHu lMomne

(aneKkTpoHHasa MuMKpockonus, x 4400).
CneBa — HopManbHOE BONOKHO, CripaBa — OT/IOKEHUS rIMKOreHa.

TOYHOCTb KMCINOW manbrasbl. Kpome Toro, n3-3a nepekpbisa-
HWA CUMMTOMOB W NMPU3HAKOB, B HACTOALLEE BPEMS HE CyLeCT-
BYET eMHOW Krnaccudukauun pasHbix (HOpM 3abonesaHus.
Tak, NOCKONbKY NauveHT, onucaHHbIA MNomne, b1 pebeHKoMm
NnepBoro roga Xu3HW, HEKOTOpble Bpa4vn UCNOMb3yeT TEPMUH
6onesHs lomne ana UHhaHTUABHOK (MNaaeH4Yeckowr) hopmbl
3abonesaHus, a opmel ¢ 6ornee NO3OHUM Hadanom (B nop-
POCTKOBOM W 3penoM Bo3pacTe) 0603HAYaI0T KaK /IMKOreHo3
BTOPOro TMNa Wiu HEQ4OCTATOYHOCTb KMCHoV MansTassi. Kpome
TOrO, MHOTOA BLIAENAT aTUUyYHYy, HEKIacCUYeCKyr paH-
HIOIO (hOpMy VN MblLlieqHb BapyadT Bl B Tex cnyyanx, korga
3abonesaHne maruectTMpyeT Ha 1-M roy Xm3Hu, HO He COnpo-
BOXLAETCA TAXEeNbIM nopaxeHuem cepgua. B gaHHon ctatbe
Mbl UCMoNb3yem TepMuHd 6onesHs [Momne ona onucanus BCex
bopM, HE3ABMCMMO OT BO3pacTa AebtoTa U KNMHWYECKUX NPOo-
SBNEHWY 3a6oneBaHua, Tak Kak OcHOBHas npwuuuHa Bl — He-
JOCTaTo4HOCTE hbepMeHTa — KUCNoW o-rnuko3ngassl (KAT).
C KNAVHWYECKOW TOUKM 3pehust, ObIN0 Obi fyULIE BbIAEAUTL He-
CKOJIbKO (hOpM 3a60neBanus, pasnuyaromnxca no CTeNeHn Ta-
XEeCTH, HO B JaHHOM 0630pe Mbl pasfensem WUpPOKUi crnekTp
nposieneHun bl Toneko Ha aABe POPMbI: MHd)aHTMJ'IbI;iy}O, npu
KOTOpPOW 60Me3HL Pa3BMBAETCH B BO3pacTe A0 1 roga vt Xxapak-
TEPU3yEeTCH OCTPbLIM TEYEHWEM N PAHHUM NeTarnlbHbIM UCXOO0M,
“ NO3OHIOID, Pa3BUBAIOLLYIOCH B NOOGOM BO3pacTe nocne nep-
BOIrO rofa »M3Hu.

YacTtoTa u HacnegoBaHue

Kak 1 npu MHOrUxX gpyrux pefKux HacneacTBEHHbIX 3a60neBaHu-
fIX, AaHHbie 0 yacTtoTe Bil paspoaneHHbl U HenoMHe!. B 3aBucmumo-
CTW OT CTPaHbI M 3THUHECKOM NMPUHAATIEXHOCTN YacToTa 3Toro 3a60-
NeBanwus Bapbupyet ot 1 : 14 000 go 1 : 300 000 [1]. UndpanTunbHas
dopma Bl goBonbHO YacTo BCTpeYaeTcs cpelm adpoamepukaH-
ueB, a Takxe B KOxHoM KuTae 1 Ha TavBare, B TO BpeMsl Kak B3poc-
nasl chopma 3a6onesaHus — B Fonnanauum [1, 21]. Cymmapras dJac-
ToTa Bcex thopm Bl oueHnBaetcs kak 1 : 40 000 {1, 21, 22].

l'eH, kOQMPYIOWMIA KUCHYIO TMKo3uaady (0603Ha4aeMblil Kak
GAA), kapTupoBaH Ha xpomocome 17925 [23]. BN wacnegyetca no
ayTOCOMHO-PELIECCUBHOMY Twy: 06a poautens 60nsHOro pebeHka

Tabnuua 1. AKTMBHOCTb KUCNOW O-rAMKo3uaasbl B hubpobnacrax
npu 6onestu Momne [1, 2]

®epmeHTHas aKTUBHOCTb (% OT HOPMbI)®

PanHee Hawano (< 12 mec) <1
Mo3nHee Havano
[letn 1 nogpocTku ~1-10
Bapocnsle ~ 2-40

* PesynbTaTsl (hepMEHTHOIO aHamm3a MoryT HECKONbKO BapbupoBaTh B 3aBHCH-
MOCTU OT UCroNb3yeMoro cybeTpata (4-metunymbenimepepun-c-D-riokonmpa-
HO3ME. ManbT03a Ui IIUKOreH).

SBNAOTCA HOCUTENAMW MyTAHTHOrO reHa. Puck poxaeHuns pebeHka
¢ Bl B oTaroweHHoW ceMbe cocTaBnsieT 25%, a BeposiTHOCTb HO-
cutenbctea — 50%. bonee 120 mytauuii B rere GAA. KOTOpble
npveogaT K BN, 6binM MaeHTUDUUMPOBaHbI U BHECEHLI B KaTa-
nor MepuuuHckoro ueHTpa YHueepcuteta Opasmyc (PoTTep-
pam) (http//www.eur.n.FGG/CH1/pompe). Ona HEkOTOpbIX My-
TAUMN YCTAHOBMEHbI YETKUE FEeHO-(PeHOTUMUHECKMNE KOPPErs-
uMn [17], Tak, Hanpumep, MyTauus cawta crnadcudra IVSI
(-13T—G), BCTpeyaeTcs Honee YemM y NoNoBMHbI BOSTbHBIX €BPO-
MEercKOn packl ¢ no3gHen hopmol 3abonesanus [24], a rnpu nH-
chaHTUNLHOW hopMe onucaHbl apyrve MyTtauuu: AspB45Glu (y
60nbLUMHCTBA 60MbHBLIX M3 TalBaHs) [25], n YacTas HOHCEHC-MyTa-
uus Arg854cTon (y acbpukaHues unu acdpoamepukaHues) [26]. Op-
HaKO reHOTUM He BCErfa COOTRETCTBYET PEHOTUNY, YTO, BO3MOXHO,
06YCNOBMNEHO yHacTUEM MOANDULMPYIOLLMX reHOB [27-31].

KnuHuyeckve nposiBfneHMA

KnuHnyeckn 3aboneBaHvie NpoaBnseTcs y BCexX 60MNbHbIX Mo-
paxeHVem MbILLEYHOR TKaHu (Muonatua), HO pasnuyaertcs o
BO3pacTy Ha4ana, BOBEYEHMWIO OPraHoB U CKOPOCTU MPOrpPeccu-
poBaHus. KnuHuyeckuiz nonuMopmam MoXeT ObiTb 0ObACHEH
pPas3nnYyMaMu B 0CTaTOYHOW akTUBHOCTU KAIT, YacTUUHO BIUAHMK-
€M OpYrux reHeTuHeckux hakTopoBs (Hanpumep, TUNoOM myTta-
UMK, reHammn-moandukaTopamn) U BIMSHUEM OKPYXaloLlen
cpenbl. Kak npaBuno, oTMedaetcs obpatHas Koppensumsa Mex-
Ay Bo3pacToM aebioTa 3a6051eBaHua U YPOBHEM OCTATOUYHOM aK-
TuBHOCTU KAT: Yem nosgHee BO3HUKAKOT CUMATOMBI, TEM BbitLie
YPOBEHb OCTATOYHbIV AKTUBHOCTU (hEPMEHTA U TEM BMaronpuaT-
Hee nporHoa (Taén. 1).

MuonaTus, SpKO BbipaXKeHHas ¥ 60MbHbIX C MHMAHTUIIBHON
tbopmoint BN, npucyTcTByIOLiaA B Pa3HOW CTENeHn y BCex naum-
eHTOB 6onee cTapluero Bo3pacTta, NpuBOOUT K Nporpeccupyto-

Ta6nuua 2. MIpU3HaKKU M CUMATOMBI 6onle3nk Momne y aeTed rpya-|
HOro Bo3pacTra

BbicTponporpeccvpyiowas, Taxenas MbilleyHas cnabocTb (~96% 60NbHbIX):
CUHAPOM «BANOro pefeHkar»
TBEpPAbIE HA OLUYMb MKPOHOXHBIE MbILLILbI
akcuanbHas runoToHna
HEBO3MOXHOCTL YAEPKMBATL FONOBY
cnabocTb NULEBbIX MbilL
apethnexcus (Ha NO3AHNX CTAANAX 60Me3HM)
Kappuomeranus v kapavoMuonaTus uivnv cepaeyHas HeocTaTouHoCTs
(~95% 60nEHbIX)
YmeperHas renatomeranms (~ 82% 60MbHbIX)
Makpornoccus (~ 62% 60nbHbIX)
TpyAHOCTW BCKapMNMBaHUS W NMoxas NpuGaska B Bece
HacTbie pecnupaTopHbie uHpexLmuu
[blxatensHas HeA0CTaTOMHOCTL UK OfbILLKA
3apepxKa MOTOPHOrO pas3suUTHA
MosbilLeHue yposHA KOK

BeicTponporpeccupylowee TedeHne 60N1e3HN

af
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Ta6nuua 3. MpusHakm U cumnToMbl Mo3gHer hopmbl GonesHu
MNomne y geTeii B BO3pacTe 1 roga v cTapwe*

MporpeccvpyioiLasn MbllleyHas cnagocTs (y BCX NauMeHTos).
NPENMYLLECTBEHHOE NOPaXeHWe NPOKCUMANLHBIX TPYNM MbILLIL,
3afiepXKa MOTOPHOMO PasBUTUR
rMNepTPOtA UKPOHOXKHBIX MbILLILL
NOPaXeHUE MbilLYy CIMHbI (CTapLLIne AeTw)
np1eMbl «<MuonaTta»

TUNOTOHMA

TpynHOCTYM NPU rNOTaHUM

DeixatensHble paccTporicTaa:
4acTble PecnMpaTopHble MHMEeKLUK
AblxarensHas HepoCcTaTouHOCTL
OfibILLIKA NPU Harpyake
0BCTPYKTUBHOE anHo3 Bo CHe
OpTONHO3

HenepeHocuMocTe hunueckoi Harpy3ku

MoebllweHKe yposHs KOK

YmepeHHan renatomeranus (~29% 60MbHbIX)

KapavoMmeranus u KapoMoMuonaTisi (MeHee TsXerble, Y4eM Npu paHHeM Hauane,

~4% BonbHbIX)

Makpornoccus (peaxo)

[onosHan 6one Mo yTpam

CoHmMBOCTL

«KoBbINSOLLEA» NOXOAKA

Bonu B HUKHEW 4aCTu CuHbl

CHU1XeHWe rMyBOKVX CyXOXMNbHLIX pethnekcos

floppoa, k1thoz wunu ckonnos

HopManbHoe yMCTBEHHOE pasBuThe

~ [Moaasisi popma 6onesnu lNomne UMeET BecbMa PasHo0bpa3Hbie NPOSBNEHNS;
OTCYTCTBHE OfHOO UMM MHOTUX U3 YKA3AHHBIX KIMHNHECKUX CUMITOMOB HE HC-

KNKMEET BOSMOXHOCTL 60M183HU.

e cnabocTn Mbilll TYNOBULLA, HUXKHUX KOHEYHOCTER U gua-
dparmel [1]. Taxenaa kapguomeranus ¥ kapauomuonaTus Bhbl-
paxeHbl TONMbKO Y MNaUNEHTOB ¢ MHPAHTUNBHOW hopmon 3abone-
BaHusA. B Tabn. 2 u 3 npeacTaeneHbl NPU3HaKKU 1 CUMNTOMbI, KO-
Topble BCTpedaoTes npu BINy aeten pasHoro Bo3pacra.

PaHHee Hauano

Mpu nHdaHTUNbHOI opme Bl akTuBHOCTL KAIN npakTuyec-
KW oTcyTCTBYeT. [lepBble cUMNTOMbI 3aboneBaHusi NPOsIBNAIT-
Cs1 € NEPBbIX MECALEB XN3HW: TPYOHOCTW BCKAPMMBAHWS, NJ1o-
xasi npubaBka B BeCe, AblXxaTesSibHble HapyLLIEeHWs, KOTopble Ya-
CTO OCNOXHAKTCA NEeroyHON MHAEKUMEN, 3a0epXXKa MOTOPHOroO
passuThsl. BonNbLWMHCTBO GONBHBIX UMEKT reHepasiM30BaHHYK
NPOrpPecCUPYIOLLYIO MbILUEYHYI CnaboCTb, U AETU He B COCTOS-
HWW CaMOCTOATENBHO ABUraThCA U yOEpPXUBaATh FrONoBYy (pewc. 2).
HecMoTps Ha 3TO, MbiLLLbI Ha OLWLYNb TBEPAble, faXe rMnepTpo-

Puc. 2. BolpaXeHHasi runoTOHUA Y 7-MeCAYHON AEBOYKU C UHhaH-
TuneHow chopmon 6onesnun NMomne [51].

hmpoBaHHble. Bonee 4eM y NoNoBUHbLI 6OMbHbLIX TAKXe oTMeYa-
€TCA MaKpOrfioCCus, YMepeHHas renatoMeranusa Uin ux code-
TaHve. Opyrve BaxHble NpU3Haku, BbisBAsOLWMeECs npy nabo-
paTopHbIX U WHCTPYMEHTASbHbIX WUCCNEAOBaHWAX, BKOHAOT
KapanoMeranuio U 3Ha4YNTeNbLHOE NOBbLILLIEHNE aKTUBHOCTU Kpe-
aTnHocdokMHasbl nnasmel kpoesu (KOK) [32]. HakonneHue
rMUKOreHa OTMeYaeTcsl B MMOKapde, CKeNeTHbIX W MNafkux
MbILLLAX, B MEYEHU, & Takxe B LEHTPasIbHOM HEPBHOW cucTeme
(B KNeTKax nepefHUx PoroB CMMHHONO MO3ra U ABuUratenbHbIx
HelpoHax cTBosia Mo3ra).

WHpanTnneHasn gopMa BN npMBOANT K 04eHb paHHen cmep-
™ (0o 1 roaa), 0COBeHHO ecnu y OeTer UMEKTCH 3HaYUTENbHbIe
HapyLueHusl cepedyHon pesATensHocTV (mofdasnsiollee 60nb-
LUMHCTBO Cllyyaes), NPOSBMBLUMECS A0 6-MeCAYHOro Bo3pacTa.
Y HekoTopbIx feTen, koTopbix A.Slonim et al. OTHOCAT K «atu-
nUyHOM» MHaHTUIbHOW thopme BIMN, 3a6onesaHve gebroTupyer
Ha HECKOJLKO MECSILIEB MO3XKEe U XapaKTepulyeTcs MeHee Tsxe-
NON KapauomuonaTnein i 4ytb Gonee H61aronNPUATHLIM NPOrHO-
30M, C MPOACIHKUTENBHOCTLH XU3HM [0 2 neT [33]. 3T!M 6onb-
HbIM MHOrAa OWMBOYHO CTaBAT AuMarHo3 6onesHn BepaHu-
ra—TochhMaHHa UK BPOXKAEHHOM MbILLEYHON ANCTPOMUA.

Kappuomeranusa n KapguommonaTms

Y 6onblMHCTBA feTel rpygHoro Bospacta ¢ bl k 6 mecauam
XKN3HW Pa3BMBAETCA BblPaXeHHas 1 nporpeccupyloas kappamo-
Meranus (puc. 3). HakonneHue rnukoreHa B MMOKap/e Bbi3biBa-
eT YTONLLEHNE CTEHOK 0B0OMX XeNyAOHKOB N MeXOKeNyao4KoBOM
neperopogku, B pesynbraTe BO3HMKAET rmnepTpodmnyeckas Kap-
aMoMmonaTus, Kotopas nporpeccupyeTr B AunartauvoHHYlo.
YTONLEHNE CTEHKM NEBOrO XeNMy[oyka MOXET TakXe MprBecTy
K CY>KEHUIO BbIHOCALLLErO TpaKTa NeBoro xenygo4ka. MNpu ayton-
Cc1K pasMepsbl cepgua 6onee Yem B TPY pasa NpeBsbIllatoT Hop-
My (puc. 4). BOBOMBHO YacTo BCTpeYvaeTcs (onbposnacTtos 3HOo-
kapga. lMpu snekTpokapguorpadun. BbISBASIOT YKOPOYEHHbIN
uHTepsan PR Hepeako B Co4eTaHWM C BbICOKMM BOJSIBTAXXOM KOM-
nnekcos QRS. 3Tn npuaHaku TunuyHebl 4na bl v nossonstoT oT-
NU4YUTL 3TO 3ab6oneBaHne oT OpyrMx kapguomMmonaTum, maHude-
CTUPYIOLLMX Y JeTel rpygHoro Bo3pacTa.

Y 605TbHBIX € «a@TUMM4YHOK» hopmon Bl passusaeTcs runep-
TpOhuA NEBOro Xesnyaouka nocne 6-MecaqHoro Bospacta, HO
6e3 06CTPYKUMM BbIHOCALLIEro TpakTa, Y4To MPUMBOAMT K MeHee
BbIP&XXEHHLIM HAPYLLIEHWAM cepaeqHoN hyHKLNN.

Puc. 3. MTuneptpochus cepaua y 5-MecsidHOro manbumka ¢ uHcar-
TUNbHOU chopmon 6onesHu Momne.

MaccuBHoe cepdue 3aHMMaeT 60MbLUY0 4acTb CHAMKA, KapauoTof :
KaneHbIn KoadhpchuumeHT — 0,65.




Bonesus Momne y geven

Puc. 4. Cepaue npu aytoncumn 5-mecavHoi AEBOYKM ¢ MHPAHTND-
How chopmoit 6one3nn MNomne [43].

Cepale 3HAYUTENBHO YBENWUYEHO, C YTOMLIEHHBIMU XenyaoYKkamm
BCNEACTBME OTNOXEHWUS [MIMKOreHa, HabniogaeTca yTONWEHWE 3HA0KAP-
aa (u3 The McGraw-Hill Co [4]).

Mo3aHee Havano

MosaHnas chopma BIM MoxeT gebloTuporaTe B 1I060M BO3pac-
Te — OT NepBbIX NET XWU3HW OO0 3penoro Bo3pacTta. lMpakTu4ecku
Y BCEX NnaumeHToB ¢ ManudecTalen 3a6onesaHna nocne 2 net

- He HabnoJaeTcs BbIpaXeHHOW NaTonorn CO CTOPOHbLI Cepaua,

nopa)eHne MbillL, NPOrpeccnpyeT mMensieHHee 1 NPOrHo3 3abo-
NeBaHUA MeHee TAXESbINA, 4eM NPU MHAHTUIBHON dhopMe.

IunarHoctuka nosgHen copmbl BIN, ocobeHHo y B3pochbiX,
npeacTaendeT 6onbilne TPyAHOCTM. OcCTaTodHas akTUBHOCTb
KAI™ moxeT 6biTk 6onee 10% 0T HOPMbI NPY MaHWdecTaUmm 3a-
60neBaHns B 4ETCTBE W IOHOLLECKOM Bo3pacTe u gocturate 40%
OT HOPMbI Y NALMEHTOB, 3a60NeBLINX No3Xe (Tabn. 1).

He6oTUpylowme CMMNTOMBI M BOBfleYeHWEe BHYTPEHHMX opra-
HOB B NartofiorMyecKni npouecc OTAMYatoTCH Yy pas3HbiX 60nb-
HbIX, HO BCe NaLMeHTbl B Ka4eCTBe BeAyLLero npu3Haka oTMeya-
10T MeONIeHHO MPOrpecCupytoLyio MbilleyHyto crnabocTb. [po-
KCUManbHble MbiwUbl (TYNOBULLA U HUDKHUX KOHEYHOCTeWH), Kak
npasusIo, MopaxatoTcs B NepByto 04epedb, 3aTeéM BOBMEKAOTCA
AvadparMa n gpyrve Mbilubl, YHacTBYHOLLNE B aKTe AbIXaHus,
YTO MPUBOOUT K fIErO4HOW HEQOCTATO4HOCTH W 3aTPygHEeHWIO/Ha-
PYLLEHWIO OblXaHUsi BO CHe. Y AeTel, HaunHaoLWmUX XoauTb, OT-
MeyaeTcs 3afepXKa MOTOpHOro passutus. B Gonee crapuem
BO3pacTe — Nopao3, KUdos unm cKonmoa.

OubdeperHymanbHas guarHocTuka no3gHen dopmbl B
(Tabn. 3) gomKHA NPOBOAUTLCA C MbILLEYHON AUCTpOdinen, no-
JIMMUO3UTOM, aTpouei CnMHanNbHbIX MbILL, CKanynonepoHe-
allbHbIMU CUHOPOMaMU, CMHOPOMOM PUrMOHOrO MO3BOHOYHUKA
(34], 06CTPYKTMBHBLIM arnHo3 BO CHe 1 6one3Hblo faHoHa [35].

BonesHb MoxeT Takxe NPOSBUTLCH B 3penoM BoapacTe (oT
20 po 60 neT). OgHaKo MHorme 60nbHble, KOTOPbIM YCTaHOBIEH
OMarHo3 B 3penoM BO3pacTe, OTMeYarT OBbICTPYID yTOMAse-
MOCTb B TON MNWN MHOWN CTeneHn, OfJbILLKY NPU (DU3NHECKON Ha-
rPy3Kke W X coveTaHue, KoTopble 6ecnoKoMnu ux ¢ geTcTea.
Y B3pocibix NpeobnagarLMM CUMATOMOM SIBNAETCA MeaNeHHO
nporpeccupyrolias MbilledHas cnaboCTb B HUXHWX KOHEYHO-
CTHAX C BOBJIEHYEHWEM MBbILLIL TYNOBULLA, ObIXaTellbHOM HepocTa-
TOYHOCTBIO UMK UX coYeTaHueM [36]. He Bce MbiLLILbI NOpaxaroT-
Cl B paBHOW CTeneHW, faxe eciiv OTHOCATCH K OOHOM 1 TON Xe
rpynne. Mo Mepe NporpeccupoBaHns 601e3HU UcHe3atoT rMy6o-

KWe CyxoxunbHble pednekcnl. MpubnuautensHo ANA 04HOM Tpe-
T BCEX B3POCSIbIX NaLMEHTOB XapakKTepHO Hann4yne AbixaTtenb-
HOM HeaOCTaTOYHOCTH.

AwnarHocruka

WHbanTunbHasa dopma Bl 06bi4HO pacnoaHaeTcs A0BOMbHO
paHo, 6narojaps yHWKanbHOW W OCTPO NpPOSABAAKLENCH
cumnTomaTtnke. OHAKo AparoLeHHoe Bpems MeXOy nposefe-
HMEM CUMNTOMOB W NpefnonoXxeHweMm o auarHose Bl moxeT
ObiTb ynyuieno. BonbwrHCTBO AeTeit ¢ MHAaHTUNBHON HOPMON
Bl »xuBeT BCEro HecKoSbKO MecsieB nocne YCTAHOBMIEHHOMO
auarHosa [15, 37]. Mockoneky 60nesaHb GbICTPO NPOrpeccupyer,
4YpesBblHaHO BaXKHO, 4TO6LI NeguaTtpbl U Apyrie cneumanmcTel
umenu uidopmMaumio o6 OCHOBHbLIX cuMmnToMax 1 anddreperum-
anbHOW gnarHocTuke Bl ons HasHavyeHUa naumMeHTaM afgekBar-
HOWM Tepanuu Kak MOXHO pPaHbiLe.

Y cTapLumx geter CUMNTOMbI 60nee cnato BbIpaXeHsl U Tpya-
HO YNOBMMbI, U MOCTAHOBKA NMPaBW/IbHOrO AMarHo3a MOXeT pac-
TAHYTLCA Ha rofbl. M.Ausems et al. [32] npennoXunun aaroputm
AnarHocTvkn Bl y B3pOCnbIX, BKMCYAOWNA onpejeneHne ak-
TMBHOCTU KPK, KOTOPbIA MOXET NOMOYb U ONA BbIBEHWA WH-
haHTUnbHOM dhopmel BIN. B Tabn. 4 npeactaeneH nepeyeHs au-
arHo3oB, KOTOPbie YaCcTO paccMaTpuBarTCs npu AnddepeHLmn-
anbLHOW OnarHoCcTuke pasnuyHeix dopm BI.

XoTf onuncaHHble B HACTOSALLEN CTaTbe nabopaTopHble uccne-
J0BaHus BaxHbl onsa auddepeHumMansHoi OMarHOCTUKK 3a60-
NeBaHus, OCHOBHbIM METOAOM Bepudmkaumn auarHosa bl ae-
naetca aHanm3 KAl B ¢ombpobnactax nnu Mbie4HoM 6uonta-
Te. B HacTosiLLlee Bpemsi pa3pabaTtbiBaeTCa HECKOSIbKO AnarHo-
CTUYECKMX Mpoueayp, He TpebyLux nNpoBedeHns Buoncuu —
ornpefeneHne KoOHLeHTpaummn cneumdmryecknx onurocaxapmnios.
KoHUeHTpauun KA -6enka (npealwecTBeHHUKA U 3pensix hopm)
B MOYe, Nfiasme 1 NATHaxX BbICYLUEHHOW Kposu [38—40].

Kak Tonbko guarHoa bl yctaHoBneH, HeoBX0AMMO NpoBese-
HWe nabopaTopHbIX UCCNEOBAaHWIA BCEX YNEHOB CEMbU U KOH-
cynbTauusa Bpaden-reHeTUKoB. HocuTtenun sabonesBaHua MoryT
6bITb BbIABMEHbI NyTeM nNpoeefeHns AHK-guarHoCTUKu.

Buoxumuueckue nokasatenmu Kposw
AHannabl KPOBK y feTel NOGOro Bo3pacTa QOSKHb! BKIOHYATb
B Ka4eCTBe OIHOro 13 NMepBbIX LLaros UCCnefoBaHne CbiBOpOToY-

Ta6nuua 4. Bo3moxHble oLumMb0oyHbIe AnarHo3bl npy 6oneaumn NMomne

PatHee Havano
BonesHb Bepauura-TothdmaqHa
lwnoTupeos
fo6pokaqecTseHHan BPOXAEHHAR TUNOTOHUS
®unbpoanactos aHAoKapaa
Muokapaut
BonesHb Kpab6e
BpoxpeHHas MbllLevHas AUcTpodus
MNepoKecoMHbie BoreaHu
HapyLueHue abIxaTensHoM Lenm MUTOXOHAPKA
MNo3gHee Havyano
Monummnoant
MblLLeYHasn gUCTPOdUS KOHEUHOCTEN
MeliwedHas aucTpodms Bekkepa
CkanynonepoHeantHbie CUHAPOMbS
GUHAPOM pUrMAHOTO MO3BOHOMHMKA
3noxaqecTeHHas MuacTeHus (myasthenia gravis)
HacnepcTeeHHas AMCABTOHOMUS
bonesHs [aHoHa
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HON KOK, NocKonbKy NOBLILEHUE €€ YPOBHSA ABNAETCH HYYBCTBU-
TeNbHbIM, XOTA U Hecneunduieckum, mapkepom bl [32]. Hamnbo-
Jlee BbICOKasA akTMBHOCTL (DEPMEHTA, Kak npasuno, Habnwaaer-
¢ npu uHaHTUNLHOW dropme BIM (o 2000 ME/n) [32]. Mpumep-
HO Y 95% MauneHToB ¢ NO3OHMM Ha4arnoMm Takxe oTMedaeTcs no-
BbilueHWe ypoBHA KO®K [32]. AKTMBHOCTbL CbIBOPOTOYHLIX dhep-
MEHTOB, Takux Kak acraprar-aMMHOTpaHcgepasa, anaHuH-amu-
HOTpaHchepasa wnn nakTatgerngporeHasa, MoXeT 6bITb NOBbI-
LieHa, 4To CBA3aHO C npoueccamu mMuonuaa [41].

B omu4dme ot gpyrmux hopm ramkoreHo3oB npw BN rivkoreH
HakannmeBaeTcst BHYTPU NIM30COM, W, Kak Npasuno, HapyLleHns
MeTabonmMaMa rmoKo3bl — MMNOMMMKEMUA W Opyrue mMeTadbonm-
YeCKune HapyLleHUs — He BbISABNAIOTCH, U peakuus Ha BBeoeHue
snuHedpUHa 1 rKkaroHa HaxoguTcs B Npegenax HopMbl.

AnekTpomuorpacpusa

AnexkTpomuorpadus B LenoM BbifBISET MUONaTU4eckue ns-
MeHeHus y Bcex 60nbHbIX ¢ Bl1, XOTA HEKOTOPbIE MbILLLILI MOTYT
KasaTbCs HOPMAalbHbLIMK Y NAUMEHTOR ¢ No3aHen dopmoi. Opy-
rme 4acto BCTpevalowpmecs nMaMeHeHnsa MOryT Bkno4aTb NnceB-
JOMUOTOHMYECKME pa3padbl (MUOTOHWYECKWE paspsalbl 683 Knn-
HWYECKUX MPU3HAKOB MWUOTOHWM), MOTEHLMAmNLl (PUEPUINALUN,
NONMOXUTENBHbLIE OCTPLIE BOMHbI U MOBLILLEHHYIO 3NEKTPUYECKYIO
BO36YAUMOCTb. CKOpPOCTU NPoBEeNeHNs AN MOTOPHBIX U CEHCOP-
HbIX HEPBOB, Kak NpaBuno, ocTaloTca B HopMe [1, 42, 43].

O6cnepoBaHWe OpraHoOB FPYAHOA KNeTKU

Bo MHOrmx cnyyasx peHTreHorpadus rpyaqHon KneTku, BblsB-
NAOWAan BbIPaXXeHHY0 Kapguomeranqio, MnoseosiseT Brepsble
npeanonoxute Bl. MNpu axokappuorpaduyeckoM mnccneposa-
HWUM y NaLMEeHTOB ¢ UHdaHTUNBLHOW chopmon Bl HaxogaT yTon-
LLieHNe CTeHKM Xenyao4KoB U MeXOKenyqo4KOBOW Neperopogky,
06CTPYKLMIO BbIHOCALLLErO TpakTa NeBoro xenynodka. Ha 9K
BbIABMIAOT YKOPOUYeHWe nHTepeana PR, a Takxe BbICOKUIA BOMb-
Tax komrnekcos QRS. MauneHTbl ¢ no3gHen hopmMoi 6onesHu
penko UMetoT runepTpodunio cepaua n naMeHeHus Ha OKI.

AHanM3 aKTUBHOCTU KMCNOW O-FNMMKO3UA[A3bI

MNocne BbIABAEHUSA KIIMHUHECKUX M NTAaBOPaTOPHbIX AaHHbIX, CBU-
fAeTenbCTayowmx o bI, ana NogTBEPXAeHUA anarHo3a NnpoBo[uT-
cs onpepeneHve aktuesHocTu KAI B kynsType drobpobnactos (KD)
WM MbilleyHOM 6uonTate. B kadectee cybecTpata MENONL3YIOT
ManesTo3y, rMUKoreH unu 4-metunymbennudepun-o-D-rnokonupa-
HoauA. MpegnoyteHne otgaetca KO, nockonbky npouenypa 3a6o-
pa urbpobnNacTos MeHee MHBA3MBHAS U KNETOUHYIO KYNLTYPY MOX-
HO COXpaHATb ONA AanbHerlumMx uccrenosaHui. OpHaKko MblUleY-
Hasi 6110MNCUA NO3BONAET COKPATUTL BPEMS aHan1aa, U, Kpome Toro,
vccregoBaHne éuonTtarta AaeT [OMNONMHUTENbHYD MHopMaumio o
COLEPXaHUN MMMKOreHa M MecTe ero HakornjeHWsl B MbilUe4HbIX
Kietkax. CTouT oTMeTuTh, 41O Npu nozgHen dopme Bl cteneHb
HaKOMSIEHUs MMUKOreHa B OTAENbHbIX MbILLLEX U B MbILLEYHBIX BO-
JIOKHaxX pasnu4aeTca: MCTOMoMA MbiLLL M COAepXaHue IMuKoreHa
MOTYT 3Ha4YUTESIbHO BapbMPOBATh B 3aBUCMMOCTM OT MeCTa B3ATUR
martepuana. MNpuv noagxen hopme BN aktneHoCTL KATT B KD MoxeT
HaxoAWTbCs HAa HUXKHEM rpaHuLe HOPMb!; B 9TUX Cryqasx Heobxogu-
Ma CoYeTaHHas WHTeprnpeTauma KIIMHWHeCKUX U nabopatopHbIX
AaHHbIX A YCTaHOBMIEHUA AMarHoaa.

UamepeHne akTmBHOCTU KAl B nemkouutax He [aeT OoCTo-
BEPHOro pesynbrara M3-3a NpUCyTCTBUA HECKONMbKNX HerUTpasib-

HbIX MasnbTagd, KOTOpble MOryT UMETb OCTATO4HYI aKTUBHOCTb U
npu kucnom pH. Tak, y naumeHtoB ¢ Bl aktuBHOCTL KAT B
nevikouMTax KpoBW TOJNIBKO Cllerka CHMXeHa Win 6nunska K
Hopme [44]. UccnenoBaHue MOHOHYKIIeapHbiX KNeToK nepude-
pUYECKOW KPOBW, XOTA U NpeanoyTuTeNibHee, HO TakxXe He Bee-
roa naeT nocToBepHbIW pesyneraT [45].

MpeHaTanbHaa guarHocTuka

OCHOBHbLIM METOAOM AOPOAoOBON AMarHocTUKKM Bl aAsnsetcs
onpefeneHue aKkTUBHOCTU hepMeHTa B KIIeTKax BOPCUH XOpUO-
Ha. TakXe BO3MOXHO WCMOMb30BaHWUE KYNBTYypbl aMHUOLIUTOB,
HO aKTMBHOCTb (hepMeHTa B 3TUX KNeTkax Huxe. Kpome Toro,
aMHWOLIeHTE3 MPOBOAMTCA TOMbKO Ha MO3OHWMX Cpokax Gepe-
MEHHOCTU. Y4uTbIBas BO3MOXHOCTb KOHTaAMUHaUUN MaTtepuH-
CKUMU KNETKaMu, xenatenbHO NPOBOAUTbL OnpedenseHue akTma-
HOCTW (hepMeHTa B KNeTKax BOPCUH xopuoHa. Ecnu reHotun
npobaHga B ceMbe U3BECTEH, BO3MOXHO NpoBeaeHue OHK-ou-
arHOCTUKM Ha NNoaHOM MaTepwane (KNeTkyM BOPCUH XOpUOHA
UNU aMHUOLUTBI).

JNlevyeHnmne

Kak v npu gpyrux JIBH nauuenTel ¢ Bl gonxHel Haxoautsea
non HabnaeHWeM rpynnbl CNeumManqicTos, KOOPAMHUPYEeMOoWn
BPa4oM, UMEIOLLIUM OMbIT NeYEeHUs MaLMEeHTOB C 3TON peaKon na-
TONorneid. 3ta rpynna LosmkHa BKNYaTk Npod)eCcCuoHanbHoro
reHeTMka (KOTopbld MOXeT OblTb fledalium BpaqoMm), a Takxe
CreunanncToB: Kapaumonora, HeEBponora, NyfbMoHoNora, tepa-
neeTa, h3noTepanesTa, noroneaga, gueronora v ap.

CneunanucT, nNpoBoaLLMiA NedYeHune naunentos ¢ bl, gon-
XEH MOHWMATh MEXaHU3Mbl NatoreHes3a, 3HaTb 06 OCHOBHbIX
CUMIMTOMaXx, OCNOXHEHUAX 3TOr0 3a60NeBaHUsa U Takxe y4UThl-
BaTb MCUXOMNOTMYECKNE TPYOHOCTU, C KOTOPbIMU CTallkKMBaeTcs
60MbLHON M ero poACTBEHHUKM NMPW YyCTAHOBNEHWW OMarHo3a Ha-
CNnegcTBEHHOM NaTonoruu.

B HacToswee Bpemsi BOSMOXHOCTU nedenus Bl orpaHuyensl
NoAdepXUBarLLEN, UK NannMatuBHoM Tepanvein. OgHako pas-
pabaTbIBatOTCA MeTofbl NeveHns, HanpaBneHHbIE Ha OCHOBHYO
npuynHy 6onesHn. Hanbonee NepcrnexkTUBHLIMU U3 HUX CYWUTA-
toTCH hEPMEHTHAA daMecTUTENbHAA Tepanus, KoTopas ceryac
HaxoaMTCsa Ha CTaguy KIIMHUYECKMX UCMBITAHWIA, @ TaKXe reHHas
Tepanusa [45], KoTopas NPOXOAUT 3Tan JOKNIMHUYECKUX uccnemno-
BaHWW. MNMepecaaka KOCTHOro Mo3ra okasanacs HeaheKTUBHOM
13-3a cnadoro NPOHWKHOBEHWA hepMeHTa B MbiLLe4Hyo TKaHb [1];
BO3MOXHO, Mepecagka Me3eHXMMalbHbiX CTBOMOBbLIX KIIETOK
okaxetca adpekTusHee [2].

NeveHue gbixaTenbHbIX PaCCTPONUCTR

Y deTeit 1 nogpoctkoe ¢ BN HabmtopaeTes peskasa cnabocTb
anadparMbl U MeXpebepHbIX MbIlL, U 018 YMEHbLIEHUS uiu
yCTPaHeHUs ObixaTenbHOW HefoCTaTO4YHOCTU UM MOXET noTpe-
60BaTbCH MCKYCCTBEHHas BeHTUNauma nerkux (UBM). V 6onb-
HbIX € HaHTUNLHOM hopmon Bl wacTo HabnhaeTcs konnanc
NeBOW HWXHEW [ONW Nerkoro ua-3a caas/iMBaHWs NIeBOro rnae-
HoOro 6poHxa runepTpoupoBaHHbIM cepaueM. B saBucumocTty
OT CUTyauuu, CTEMeHU U Tuna ObixaTenbHOW HeJoCcTaTo4HOCTU
MOTYT UCMOSb30BATLCA Kak HEMHBA3WBHbIE METOAbI (OBYXYpOB-
HeBas BEHTUNALMSA, OblIXaHUE C HEMPEPbLIBHLIM MOMOXWUTENbHBLIM
LaBneHWeM), Tak U MHBA3MBHbIA MeTop C NMpoBeAeHUeM UHTYGa-
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ukn. MaunenTbl, HaxogsaLLMecs Ha NOCcTosHHOW MBJT, HyxpatoT-
€Al B TpaxeocTtommm. Y nauymeHToB ¢ BN HeT 6poHx0o6CTpyKumm,
no3ToMy 6pOHXOAUNAaTATOPb! JOMKHBI UCMONBb30BATECS C OCTO-
POXHOCTBIO, Tak Kak 3Tu npenapaTbl MOTyT HEraTMBHO BMWATH
Ha cepgeyHyt OeATensHOCTb.

M3-3a cnadoctu guadparmbl, abOoMUHANBHBIX M Mexpebep-
HbIX MbillL 6onbHbIM ¢ Bl Takke TPyAHO KaWAATh, HTO YBENM-
4YUBaeT UX NMOABEPXEHHOCTb MHpeKUMN 1 acnupaumn. MNauunen-
Tam € MHPAHTUNBHOI HOPMOIN pEKOMEHAYETCA YacTas caHaums
HOCOITIOTKWN U BEPXHUX OblXaTenbHblX MyTen U NpoBegeHue du-
310TepaneBTUYeCKUX Npouedyp, a Takxe Maccax Ans npefoT-
BPALLEHUA 3aCTONHLIX ABNEHUA B NTETKUX.

Puck aHectesumn

MauneHnTol ¢ BIM, 0cO6eHHO geTH rpygHoro Bo3pacTa, OTHO-
CATCA K rPyNne BbICOKOrO pUcKa Npu MpoBeAeHUM aHecTe3uu
n3-3a cnadocTy pgbixaTeNbHbIX MbIWL W naTtoduanono-
rMY4ecKUX OCOBEHHOCTEN TUNepTPOPUYECKON KapOAnoMUo-
natuu [46]. O6Lan aHecTeans OOMXKHA OCYLLECTBAATLCA TOMb-
KO NO abCOSIIOTHBLIM MOKa3aHUsM 1 TONbKO aHeCTe3nonoramu,
KOTOpble UMEIOT OMbIT paboThl ¢ TAKUMKW BONbHLIMKW. BO Bpems
MoOOM aHecTeauu BaxHO o6ecneunTb NOCToAHHOE noamep-
XaHne KopoHapHoW nepdysunn. Mpu HebonbLUMX onepaunsx
y 9TUX peTten ana 06e360NMBAHNSA UCNOMb3yeTcs KeTaMuH B
nose 0,5 Mr/Kr BHyTPMBEHHO, OTTUTPOBAHHbIN 0 CeAaTUBHOTO
sthpekTa U OONONHEHHLIM BBeAeHUEM 6e30nacHbIX A03 npe-
napatoB ASIA MECTHOM aHecTe3mn 6e3 nobaeneHUs agpeHa-
NvHa [46, 47].

Ons noanepxaHus yaapHoro o6bema cepgua U cepagyHoro
BbIBpoca HEOGXOLMM KOHTPOSb 32 06LEMOM LUMPKYNUPYHOLLEXA
KPOBW 1 YPOBHEM [aBfIEHUA B KOPOHAPHbIX aptepusx. MpeBbi-
uleHne Heo6xoaMMoro ob6bema WHMY3UM npueedeT K OTeky
Nerkux, a HepoCTaTO4MHOE HanoSIHEeHMEe XENyLo4KOB MOoXeT
CNpoBoLUMpPOBAaTL ycuneHue 06CTpYKLUN BbIXOOHOMO TpakTa Jie-
BOIO XeyAo4Ka U CHUXeHWe KopoHapHoh nepdyann. Heobxo-
JVMO KOHTPONMMpOBaThL AMACTONWYECKOe fAaBlieHue M nokasa-
TeNn 4acToThl cepAeyHbIX COKpaLLeHWUA, MOCKOMbKY YTOMLLEH-
Haa CTeHKa >kenygoyka MnpensTcTBYeT YBEIMHYEHWUIO yaapHOro
obbeMa cepaua U CepaeHHOro Buibpoca npyu passuTUM Gpaam-
kapaun. Takue naumeHTbl Takxe He MEPEHOCAT MOBbILIEeHUS
JaBneHusl B AbixaTeSflbHbIX MyTaX, BCEACTBUE NafeHUsa BHYT-
pUCOCYAWUCTOrO AaBNEHUA, BbI3BAHHOIO YPE3MEPHOWU YICKYCCT-
BEHHOW BEHTUNALWMEN NErknx C MNOCTOSAHHLIM MOMOXUTENbHBIM
[OaBleHMEM.

IeTtv rpyanoro BospacTta ¢ 06CTPYKTUBHOW KapAuomMuona-
TUEeN NoABEepXeHbl PUCKY CHUXEHWS KOPOHAPHOM nepdy3uu
npyv npoeBeaeHMn obLien aHecTe3uun. B Takux cryyasx BO3-
MOXHO MCMONb30BaHMe BHYTpUapTepUanbHOro katetepa ana
NOCTOAHHOrO MOHWUTOPUPOBAHWS AaBMEHUA KPOBW Kak BO
BpeMs NpoBeaeHUs O6LLENn aHecTe3un, Tak U BO BpeMs ce-
fauuun. Ecnu BcrnefcTBMe BbipaXeHHOW KapanoMmnonartum Bo3s-
HUKaeT ULEeMUA MUOKapAa, TakMM [eTAM MOXeT noTpebo-
BaTbCA MOCneonepaunoHHoe HabnaeHne B oTaeneHnn UH-
TEHCUBHOW Tepanuu.

Neyenue kapguommuonaTum

JleveHnem kapavomuonatum y naumeHTos ¢ Bl gomkeH 3a-
HMMaTbLCA ONbITHBLIA AETCKUA Kapguonor. Ans kax[oro nauu-
eHTa Heo6XoguMo paspaboTaTb UHAWBUAYASIBHYIO NporpaMmy

C Yy4YEeTOM cTagmnm 60M1e3HU, NOCKONbKyY NPUMEHeHe ctaHaapT-
HbIX NpPenapaToB, UCNOML3YEMBIX A1 NeYeHns kapanomuona-
TN, MOXET HaHEeCTW 3Ha4nTenbHbIN Bped. Y aeTen ¢ MHdaH-
TunbHOW opmoit Bl Ha 6Gonee paHHMX CTaguax 60ne3Hn
06bI4HO BLISBNAETCA TsHKENas CTENeHb TunepTpodum xeny-
[JO4KOB C OBCTPYKUMEN BbIXOLHOMO TpaKTa NMEeBOro Xenyaodka
unn 6e3 TakoBon. CucToNUYeckasn (MyHKUUA JIEBOMO Xenyaou-
Ka HaxoauTCsA B HOPME UNKN faxe ABNAETCA runepanHamude-
ckon. CunTaeTcs, YTO TakKMM nNauneHTam B Clyyae 3Ha4YnTenb-
HOM OB6CTPYKLUUN BbIXOLHOTO TpakTa MOryT nomoyb 6eTa-6no-
kaTopbl. B nogo6HOM cutyauumn npuMeHeHUe QUrOKCUHa, Opy-
rMX MHOTPOMHLIX NpenapaToe, AUYPETUKOB 1 NpenapaTos, CHU-
XaLWMX NOCTHArpy3Ky, TaknMX Kak MHIMOUTOPbLI aHMMOTEH3UH-
npeepalLatoero MdepMeHTa, MoXeT yCUnuTb 06CTpyKumo. Ho
3TW NpenapaThl LMPOKO MCNOMbL3YIOTCA Ha 6oMlee No3aHMX cTa-
auAx 60Mne3Hn, korga npovcxoauT gunartauus xenynodka co
CHUXEHWeM CUCTONNYECKON yHKLMK cepaLa.

OueTtoTepanuna

VY HeKOTOPbIX MAUMEHTOB € No3fHENA OPMOI YYYLLIUTL CO-
CTOSHWE MOMOraeT BbICOKOOENKOBas, HU3KOYrmeBoAHas aueta
unu gueta, oboratieHHas L-ananuHom [4—6]. OgHako gocrtoeep-
HbIX OoKa3aTenbCcTB 3h(PEeKTUBHOCTU 3TOr0 MeTofa NeyeHus
noka He nony4yeHo. Ocna6neHHbIM 6ONMbHBIM — OCOGEHHO OeTAM
rpygHoro Bospacrta — TpebyeTca ycTaHOBMeHue HasoracTpasb-
HOro 30Hfa. 3To MpepgoTBpallaeT pasBuTUE rMNoTopocdun U
BO3HUKHOBEHWE acrmpaumyi BO BpeMA BCKapMINBaHUA.

dusnoTepanus

PaHHee npusnedeHue dwuanotepanesTa U Opyrux cneuma-
NMCTOB € ONbITOM NevenHus Bl oveHb BaxHO Onst 60MbHbIX C UH-
haHTUnLHON chopmoi 3a6onesaHus. MNayneHTsl € No3aHen dop-
MOW, yTpaTuBLUWE NOABWMXHOCTb BCNEACTBME CadoCTU Mbitli,
MOTYT YNy4LUuTb CBOE COCTOsHWe 6narofaps creunanbHo pas-
paboTaHHbIM YMPaXKHEHUsIM MW NporpamMMamM uanoTepannu.
OTU MeponpusiTUA HanpaefieHbl Ha yny4ieHue U coxpaHeHwe
MOTOPHbIX (PYHKLMIA NaLmeHTa, ero counasnbHyl aantaumio u
CBefeHue K MUHUMYMY OCNOXHEHWI 6onesnun [48]. Ona makcu-
MasibHOrO YNpOWieHUs NepeaBmKeHns NaLMeHToB MPUMEeHsAInTCS
pasnuyHble aganTuBHbIe CpeacTBa W BeriomoraTesibHaa TeXHUKa
(MOTOPW30BaAHHOE KPeCno-KonscKa, TPOCTH, XOAYHKU 1 OpTe3bl).

depmeHTHaA 3aMmecTUTeNbHasa Tepanus

®depmeHTHan 3aMectutensHas Tepanua (O3T) npu BM Ha-
npaenieHa HENOCPELACTBEHHO Ha MepBMYHbIA AedekT meTtabo-
JM3ma nyTeM BHYTPMBEHHOIO BBeAEHWs1 peKkoMBuHaHTHON KA
YyenoBeka AN BOCMOMHEHWS HeOOCTaTO4HOCTM (epmeHTa.
OTKpbITUE KNETO4YHBLIX MOBEPXHOCTHLIX PELEenTopoB, KOTOpble
y4acTBYIOT B TPAHCMOPTUPOBKE JIM30COMHbIX (PEPMEHTOB B TKa-
HU-«MULLeHn», cgenano ®3T BO3MOXHOW MPU HEKOTOPLIX BW-
pax JIBH. Takast Tepanusi B HacTosiLLee BpeMs [OCTYMHa npu 60-
nestu lowe, ®abépn u mykononucaxapuzose (MMC) | tuna
(6onesHb MNypnepa-Llleite), MMNC Il (6onesHb XanTepa), MMC VI
(6one3Hb Mapoto-Jlamun) n 6one3nn HumaHa-luka, BegyTCa
KIMHWUYECKNe UCMbITaHUs npenapaToB v ans nedeHus BI.

®3T npuv BlN npeacraBnaeTcs NepcnekTUBHLIM METOAOM MO
HECKOMNbKUM Npu4MHaM. Bo-nepBbliX, y 605bHbLIX AaXe C HEGOb-
LLIOM OCTATOYHON aKTUBHOCTLIO KA ncxoa 3aMeTHO Nydlle, Ha-
6nogaeTca MUHUMMAaIbHOE NOBPeXAeHUe cepala U yBenmyeHmne
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NPOACNXUTENbHOCTM XWU3HW, MO CPABHEHMIO C MauueHTamu, y
KOTOPbIX aKTUBHOCTb hepMEeHTa MOMHOCTbIO OTCyTCTBYEeT. Bo-
BTOpbIX, Ans Bl He xapakTepHa BblpaXeHHas HeBponoruyeckas
CUMMTOMAaTUKa, M MO3TOMY HEeCrnoCoBHOCTb BBefdeHHoro dep-
MeHTa NPoHMKaTb Hepea rematoaHuedanmyecknii 6apbep npeg-
CTaBNSAET MeHbLUy MpobneMy, 4em ONs HEKOTOopbIX APYrux
JIBH. OfHako, nockonbky npu MHdanTunsHon dopme BN rnvko-
reH HakannMBaeTCsi U B HEPBHOW TKaHW, BO3MOXHO, 4TO y Nauu-
€eHTOB Haxopsawmxcs Ha ®3T, koTopas CyLEeCTBEHHO YBENMUYM-
BaET CPOK UX XW3HW, BMOCNEACTBUM MOTYT NPOSIBUTLCS HEBPO-
norn4eckne HapyleHus. Ho ana nosgHen doopmeil Bl 310 mano-
BEPOATHO. HakoHeu Kak y naumMeHToB ¢ 6one3Hblo Mowe, Tak uy
3Ha4YUTeNLHOro Yuecna nauneHTos ¢ Bl (Bknodasn 50% cnyyaes
€ MHMAHTUNBHOW HOpMOW) [15] uMeeTcst [OCTAaTO4HOE Konuye-
CTBO OCTATO4HOrO PepMeHTa Ans TOro, 4Tobbl BEPOATHOCTL UM-
MYHOSOMMYECKOW peakuun Ha 3K30reHHbIA PepMeHT yMeHbLLM-
nace. MNogobHele peakuun NpoTMBOAENCTBOBANTWN 3¢hEKTUBHON
Tepanuun haktopom VIl y 605bHBIX € TSXenon opMon remocm-
nun. OaHako, HECMOTPSA Ha MokKalaTenu cepokoHBepcumn 12 [40]
v 88% [50] cOOTBETCTBEHHO ANS NauwyeHToB ¢ 60ne3HAMK [oWe
n ®abpu, nosyqaBLUMX (DEPMEHTHYIO 3aMECTUTENbHYIO Tepa-
nn0, ee APPEKTUBHOCTL HE BbI3LIBAET COMHEHUS.

B nocnepHee Bpems 6b1No NPoOBeLEHO TPU OTKPbLITLIX KIK-

_HWYECKUX MCCneoBaHUs, B KOTOPLIX yyacTBoBanu 15 peTei

(1}

rpyaHoro Bo3pacta [14—16] ¢ knaccuyeckon UH(aHTUNBHON
topmon Bl (runeptpodmyeckas kapaMoMuonaTtus, Taxesas
HepocTaToqHocTb KAIM). 3TU MUccrepoBaHWa nokasanu, YTo
depMeHTHaa Tepanus MOXeT YMeHbLUUTb Kapauomeranuio,
YNYHWUTL PYHKUMIO CEPAEYHOM U CKENeTHbIX Mbily U Mpo-
ONUTe XU3Hb pebenKky. B nepBom ucnbiTaHuK yyacTBOBau
YyeTblpe pebeHKa, KOTopble exXeHedeNbHO Noay4anu pekomoén-
HaHTHYt0 KAl 4yenoBeka, BblAeNeHHYI U3 MOMoKa TpPaHCrex-
HOro Kponuka [13, 14]. MHgekc Macchl NEBOro Xenygo4ka 3a-
METHO YMEHbLUMNCH, akTMBHOCTE KAl B Mbillge HOpManu3o-
Banacb, u yy4wuInMce cepfedHas u MOoTopHas yHKUMN.
B napannensHom nccnepgosaHum dassbl I/l Tpu pebeHka nony-
Yanu OBaxAabl B Hedenw pekoMbuHaHTHyto KAl 4enoBeka,
MOMYYEHHYIO U3 KIETOYHOW NUHUM AUYHUKE KUTANCKOro XOMsi-
ka [15]. Paamepb! cepaua yMeHbWUN1Ch, cepaedHasn yHKLUns
ocTaBanacb B HOPME, a OT/IOXKEHWUS FNIUKOreHa B CKeNeTHbIX
MbILLLAX 3HAYUTENbHO YMEHbLUMANUCE ¥ OAHOMO NauuneHTa. Bee
AeTU rpygHoro so3pacra B 060UX MCCnefoBaHUAX Nepexunu
KpuThuyeckunin so3pact B 1 rog [14, 15].

MpensaputencHble pesynstatel nocne 1 roga ®3T 6binu
ONy6NMKOBaHbI HA OCHOBAHWUW TPETLEro OTKPLITOro UccnenoBa-
HWA hasel |l, B KOTOPOM NpuMeHann pekoM6uHanTHyto KA ye-
NI0BEKa, NONMYYEHHYIO M3 KNETOK ANYHMKOB KMTAWCKOro XOMs4Ka.
B nccnegosaHuu y4acTBOBanu BOCEMb AETEW MPYAHOro BO3pac-
Ta ¢ paHHUM Ha4anoM BI, kapanomeranvein n Kapgmommonatm-
en, pa3BMBLLUMMKCA K BO3pacTy 6 mec [16]. Tpu peberHka ymep-
N OT OCNOXHEHWUN 3aboneBaHns. YeTblpe U3 NATU BbDKUMBLLUX
obxogaTcs 6e3 BJ1. V Bcex nATU peTed oTMe4anoch ynysule-
HWEe MOTOPHOrO pa3BUTUS; Tpoe B HacTosLee BpemMsa Habnoga-
IOTCA aMmBynaTtopHO M UMEIOT HOPMAasibHOE MOTOPHOE pa3BUTUE,
B TO BPEMS KaK y OoCTallbHbIX ABYX MaluMeHTOB OTME4eHO NULLb
He3HauyuTenbHoe yny4weHne MOTOpPHLIX dyHKumA. [locne
12 mec v 6onee fievyeHns Bce NATb AeTeN UMEKT 3aMETHO MEHb-
LUMA MHOEKC Macchl NTEBOro Xenyaodka v HopMasbHbIM MHOEKC
YMCTBEHHOrO pasBuTus no wkane Bennu.

B uenoM 31 npeaBapuTeNbHbIE pe3ynbTaThl y AeTel rpyaHo-
ro Bo3pacTa NoKasbIBaloT, 4TO 4eM paHblue HadnHaetcs O3T,
TEM Jydlle OTBET opraHmama. [pyrve ¢akTopbl, KOTOpbIe Mor-
N Bbl TakxKe NOBMMATL HA UCXOA, BKMOHAKOT CTagnio 60NE3Hu,
FeHOTMMN MNA NPUCYTCTBME MOAMPUUMPYIOLLNX FEeHOB UK oba
3T YCNOBUS, CTENeHb NMOBPEXAEHWUA MbILLL, B Ha4ane Teparnvm u
WMMYHOMNOTM4eCKUIA cTaTyc naumeHTa.

MepcneKkTUBbI HCCNEeAOBaHNA

Bl siBnsieTCs NporpeccupyroLLIMM HacneacTBeHHbIM 3abonesa-
HWEM U XapaKTEepU3YETCH BbIPAXKEHHBIM KITMHUYECKMM MOSTIMMOp-
n3MoM. MepcrnexkTrBbl ans BOMbHLIX C 3TON PEOKOX, HO KpaiHe
TSHXXENOoW naTonorver ctanm ropasgo donee obHaneXMBAOLLNMM;
Yy MHOTMX MauMeHToB, Haxogswmxca Ha 3T, HabnogaeTcs Bbipa-
XEHHas MonoXuTenbHasa KIMHUYeckas oMHaMmnKa, a nx BobkuBae-
MOCTb HaMmHOro fosnblie 1-ro roga. [JONoNHUTENBHbIE LLNPOKO-
MacLUTabHble nccnepoBaHns npumerHerns ®3T ons uHdaHTUNb-
HOM chopMbl BONesHN HEOBXOAUMBI ANA YCTaHOBNEHWUA 3ddek-
TUBHOCTMW Tepanuu 1 QONITOCPOYHOrO NMPOrHo3a (BKHoYas HeBpo-
NOrMyecKne CUMNTOMbI), paspaboTky oNTUMAasbHbIX CXEM NpUema
npenapaToB M U3yYeHUs BO3OEUCTBUA Apyrux pakTopos Ha pe-
3ynkTat neveHns. He meHee Ba)kHbI UCCNeaoBaHUs NMo npuMeHe-
Huo O3T y feTelt n B3pocnblx ¢ No3gHen dopmoir BI.

B 6nuxadwem 6ygyuieM cregyeT OXugarb NnosiBieHus npe-
napatoB gna ®3T, a Takxe passuTUa OPYrMX COBPEMEHHbIX
MOOXOAOB K NEYEHUI0, TakUX Kak reHHas Tepanus. MNoatomy Bbl-
fABneHne U HabnogeHne 3a naumeHTamu ¢ Bl npuobpertaer ce-
rofHs Takoe BaxHoe 3Hayenue. egmaTpaM n Opyrum crieuma-
aMcTaM HeobxoaMMo 3HaTb 6onblie 06 3TOM HacnedCTBEHHOM
3a60MeBaHnn, Y4TOBbI Kak MOXHO paHbLUe pacno3HaTk ero U Ha-
YaTb neveHune. Ecnu 6ygylume uccneqoBaHus NogTBEpOsT Nono-
XUTENbHBIA KNUHUYeckuid adbdekT O3T 1 3aBUCUMOCTL €ro ot
BO3pacTa Ha4ana fieveHus, aKkTyasnbHblM CTaHeT BOMpPOC O MNpo-
BEeLEHVN HeoHaTanlbHOro ckpuHuHra Ha brl.
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