66

HepBHo-Mbiweynble

bONE3HH Knunuueckuit pazoop

Mnapenueckas diopma Gonesnu NMomne:
KNUHUKA, QUarHOCMUKa U Nnevexue

H.II. Kotaykosa!, C.B. Muxaiiniosa? T.M. Bykuna®, E.}O. 3axaposa®
' TBOY BIIO «PHUMY um. H.HU. Ifupoeoea» Munszopasa Poccuu;
2@I'BY PIKb Munszopasa Poccuu;

J@IBY MI'HI] PAMH, Mockea

Konmaxmor: Hamanos [lasrosna Komaykosa natali130@yandex.ru

bosnesnv Iomne seasemes pedxum (0p@anHvim) Hacre0CmEeHHbIM 3a001e8aHUEM, KOMOPOE OMHOCUMCSA K AU30COMHBIM 00NE3HAM HAKON -
ACHUST U MOJICem PACCMAmpueamucsi Kak cepoeynvlii enukoeeno3 Il muna, a makaice kax msicenoe HepeHO-MbluleuHoe 3a001e6aHUe UMY
Mmemaboauueckas muonamusi. Boisigasemocmy dannoii namoaoeuu cpedu gpauell paznuuHoeo nPoQuas Kpaite HU3KAs, 4mo 00yci084eHO
KaK pedKocmbvio namoao2ull, max U KAUHUKO-eeHemu4eckum noaumopguzmom 3abonesanus. Haubonee mssicenas gpopma bonesnu [lomne —
maadenueckas (unganmunsnas). OHa Xxapaxmepuszyemcs RpoepeoUeHmHOCMbI0 MeHeHUs. U AeMaabHbIM UCX000M 8 meyeHue Nepeoo 200a
arcuznu. Bozmoscnocms nposedenus hepmenm-3amecmumenvhoi mepanuu npu 0AHHOM 3a004e6aHUU, NO3GOASIOUAS YAYHULUMb NPOCHO3
U Ka4ecmeo JCU3HU NAYUeHMOo8, onpedeasiem aKmyaibHocms panteli duasHocmuiu 6oaesnu [lomne.

B cmamve onucwisaromes kaunuka, cospemervie Memoovt OUaAeHOCMUKY U Ae4eHUs UHGaHmuavHou gopmut 6oaesuu Tlomne. [Ipedcmasnen
COOCMBEHH DI ONbIM OUACHOCIMUKY U Ae4eHUsl MAAOeH4ecKoll (opmbt bone3nu [lomne Ha ocHoéanuu demoncmpauuu 3 KAUHUMECKUX CAYHaes
3abonesanus. Q6Cyncoaromes 0CO0eHHOCIU Kanc0020 pebeHKa, NOOMeEepicoaiujiie KAUHUKO-2eHEMU1eCKoe pazHoo0pasue 0aHHOU NamoaoUlL.

Karouesnie caosa: 6one3ns [lomne, maadenueckas gopma, akmugnocms ghepmenma, mymayuu, pepmenm-3amecmumenvhas mepanus

Infantile Pompe disease: Clinical picture, diagnosis, and treatment
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Pompe disease is a rare inherited disease that belongs to lysosomal accumulation diseases and can be considered as cardiac glycogenosis
type 11, as well as a severe neuromuscular disease or metabolic myopathy. Physicians of different specialties very rarely identify this pathol-
0gy, which is due to both its rarity and clinical and genetic polymorphism. Infantile Pompe disease is the severest form. It is characterized
by a progressive pattern and a fatal outcome during the first year of life. The possibility of performing enzyme replacement therapy for this
disease, which can improve the prognosis and quality of life of patients, makes the early diagnosis of Pompe disease urgent.

The paper describes the clinical presentation of infantile Pompe disease and current methods for its diagnosis and treatment. The authors
give their experience in diagnosing and treating infantile Pompe disease, by demonstrating 3 cases of the disease. The characteristics of each
infant, which confirm the clinical and genetic variety of this pathology, are discussed.

Key words: Pompe disease, infantile form, enzyme activity, mutations, enzyme replacement therapy

Bonesns IMomme (BIT) — penkoe (opdaHHOE) ayTo-
COMHO-pellecCuBHOE 3aboneBaHme. Kimaccuumumpyercst
KaK JIM30COMHas 00JIe3Hb HAKOTUICHUSI TTOCJIe OTKPBITHS
Chrisiande Duve KJIeTOYHBIX OpTaHEUT — JIM30COM 1 00-

DD hHEeKTUBHOCTD TTATOTeHETUICCKOTO JICUCHMSI, pa3-
paboranHoro mist BII, TecHO cBs3aHa cO BpeMeHEM I10-
CTaHOBKHM nmarHo3a. [1o3ToMy O4YeBMIHO, UTO paHHSIS
muarHoctrka BIT BaxkHa He TOJIBKO IJIST METUMKO-TeHETH -
YeCKOTr0o KOHCYJIBTHMPOBAHMSI, OHA TaKXKe WMEET IIPHUH-

HapyxeHuss Henry-Gery Hers cBs3m MeXmy MpUUMHON
5TOI 00JIC3HU W HACIEACTBEHHBIM Ie(PUIIMTOM (pepMeHTa
o-1,4-TIroKo31aa36l WM KUCIOM MallBTa3kl B TM30COMaX.
HenocratouHocTh fTaHHOTO (pepMeHTa MIPUBOJAUT K BHYT-
PWIM30COMHOMY HakoIieHuIo rrkoreHa. bIT B paBHoI
CTEeMEHU MOXHO paccMaTpuBaTh KakK HEWpOMBILIEUHOE
3a00JieBaHK€, META0OJIMYECKYIO MUOMATUIO U CepEYHbII
mmkoreHos Il Tuna. PeakocTs nmatojoruu, a Takxke Bblpa-
KEHHBIN KIMHUYECKUN U TeHEeTUYECKUN moaumMopdu3M
3aTPYAHSIOT €€ CBOEBPEMEHHYIO JUATHOCTUKY [1—6].

OUIMAMAJIbHOC 3HAYCHHUC JIsd CBOCBPCMCHHOI'O Hadalla
MaTOreHETUYECKOM TEpaIinu, IMOJIO2KNTEIIbHO BJIMAA Ha ITPO-
JOJIKUTCJIBbHOCTD 1 KAYECTBO >KM3HU ITAIITMCHTOB.

Jnuaemuonorus, renemuxa

Ul OCHOBHbIé MeXaHU3Mbl namoreHe3a

Cymmaphas yacrota Bcex ¢hopm BIT oLieHuBaeTcst Kak
1:40 000 [7]. B 3aBUCMMOCTH OT CTpaHBl M 3THUYECKON
npuHamiexHoctn yactora bIT xomebnercs ot 1:14 000
mo 1:300 000 [8]. MmameHueckas (foBeHMJIbHAsA) hopMa
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BII noBobHO YacTo BeTpevaeTcs: cpear appoaMeprKaH-
1IeB, a Takke B 1okHOM KwuTae u Ha TaiiBaHe, B TO BpeMsI
Kaxk B3pocnas popma 3adoseBanus — B [otanaun. Yac-
toTta BcTpeyaeMoctu bIT B Poccun HensBecTHa.

[en, komupytomnii Kuciyto Manbrasy (GAA), KapTu-
poBaH Ha xpomocoMme 17g25.2-q25.3 [9, 10]. OH coctout
13 20 3k30H0B 1 UMeeT pasmep 20 Ko6. Ien GAA kogupyet
0eJIOK — KHUCIYIO o-1,4-TI0KO031Mma3y, OTHOCSIIIYIOCS
K TPYIIIe JIM30COMAIBHBIX Thapona3. MepMeHT Kuciast
a-1,4-Tmoko3u1aza CHHTE3UPYeTCs B SHIOILIa3MaTHUSCKOM
PEeTUKYJIyMe M 00ecIIeurBaeT JeTpamaliiio IInKoreHa. He-
JIOCTAaTOYHOCTh JAaHHOTO (hepMEeHTa IIPUBOINT K HAKOTLIC-
HMIO TJIMKOTE€HA B JIM30COMAX Pa3IMIHBIX TKAHEH, TIPH 3TOM
Ham0oJIee MOABEPKEHBI 3TOMY IIPOIIECCY CepIAeUHbIe, CKe-
JIETHBIE MBIIILIBI U IJIaaKast MycKyaaTtypa [1,11].

B nHacrosee Bpems B reHe GAA omumcano 360 maro-
TeHHBIX MyTalLNi, TIPUBOIAIIINX K pa3puTuio BI1, a Takxke
0OJIBIIIOE YMCITIO TTOMMMOP(MHBIX BapraHTOB. CyIllecTByeT
IIIPOKOE KIIMHNIECKOE MEX- M BHYTPHUCEMEITHOE pa3HO-
obpa3sue 3a00eBaHNsI. AKTUBHO U3y4aloTCsd ero reHode-
HOTUMHMYECKHE KOppeIsiunu. BHyTpy omHOIT ceMbH ¢ OIM-
HaKOBBIMU MAaTOTCHHBIMU MYTaIISIMUA OTTCAHbI OOJIEHBIC
KaK ¢ MJIaIIleHIeCKOM, TaK U C B3pocioil (hopmMamu 3a60-
neBanwms. [lokazaHO, 9YTO MUCCEHC-MYTAallUA U MyTalldN
crutaricHra B reHe GAA MOTYT IIPUBOIUTD KaK K IIOJTHOMY,
TaK ¥ K YaCTUIHOMY CHIDKEHUIO aKTUBHOCTH (PepMeHTa,
YTO 0OYCJIOBIMBACT pa3BUTHE KaK paHHEH, TaK 1 IO3THEH
¢dopmMm BIT [ 12, 13]. B HEeKOTOPBIX caydasiX yaaaoch ycTa-
HOBUTH YeTKHE TeHO(PEHOTUMMIECKIE KOppeasamuu. Tak,
IIpY MJIaAeHISCKUX (popMax HOHCEHC-MYTalll TPAKTH-
YeCKHM BCETIa COUYETAIOTCS C HYJIeBOI aKTUBHOCTHIO (hep-
MeHTa a-1,4-TmoKo3unasel. Hampumep, HOHCEHC-MyTa-
s p.Arg854Ter, yacTo BcTpevarormasicss y appruKaHIIEB
Wi adpoaMeprKaHIIEB, COMPsDKeHa C PAaHHUM HadaJIoM
U TSDKEJTBIM KITMHUIeCKUM (heHOTUTIOM 0ojie3Hu. [osumaHm-
CKHMMM MCCIICIOBATEISIMA OBLIO TTOKA3aHO, YTO MEICIUN
B 18-m osk3oHe rena BIT (c.2481+102 2646+31del,
€.2482 2646del) KOppeIUPYIOT C pa3BUTUEM TSLKEION Mila-
IeH4YecKoi (hopMel 3a001eBaHud, a myTanus ¢.33613T>G
HepeIKo OOHAPYKMBACTCA Y TTAIIMEHTOB C TTO3IHEH (hopMOii
BIT u He BcTpevaeTcs mipu MiageH4yeckoii popme [11,14,15].

RnuHuyeckue npoAeneHus

ITo TskecTr U cpokaM MaHUMECTAlIMU KITIMHUYECKUX
¢enotunos npu BI1 paznmuuarot MiageHIeCKyIo (MHGbaH-
TWIbHYIO, WJIHW pPaHHIOK) U MO3IHIOK (IOHOIIECKYIO
1 B3pocityio) (hopMel 3a00seBaHus [5]. Penko BcTpedaeTcst
BHYTpuyTpoOHas ¢opma BII, kotopas xapakrepusyercsi
HEMMMYHHOUW BOASIHKON TUIOA C €TO BO3MOXHOW aHTe-
HaTaJbHOU riOesblo U3-3a Pa3BUTHS TSIXKEION cepleuHOn
HEI0CTATOYHOCTH.

Mnanenyeckas ¢opma BIT MmanudecTupyet B mepBbie
MECSLIBI XKU3HU C Pa3BUTHSI CUMIITOMOKOMILIEKCA «BSLIO-
ro pebeHKa», KOTOpbII XxapakTtepusyercs: Auddy3HOM
MBILLIEYHON TUIIOTOHUEN, CYXOXUIILHOI TUIIOpedIeKCcr-
eii, OyJIbOApHBIM CUHIPOMOM U MPOrPECCUPYIOLLINM Teue-

HUeM. HecMOTpsT Ha MBIIIICUHYIO C1a00CTh, HAOII0gACTCS
TICEBAOTUTICPTPODUS, TTPEUMYIIIECTBEHHO MKPOHOKHBIX
MBI, KOTOPBIE TIPU TATbIIAIINY OOBIYHO MUMEIOT ILIOT-
HYI0 KOHCUCTeHIINIO. YacTo y TaKMX MAllMEHTOB HAOJIIO-
JIAIOTCS HapyIIeHUs BCKapMJIMBAaHUS B BUIC OUCGharumu
B pe3yibraTe CIad0CTH MBIIIII TJIOTKH, TOPTAHU U SI3BIKA.
Hepenkum cuMnToMoM 00J1e3HU SIBIISTIOTCST XPOHUIESCKUIA
aCIMPAIIMOHHBIN CUHIPOM 1/WJIN acCIIMPAIlMOHHBIC ITHEB-
MOHHUM, YTO CBSI3aHO C IIPOTPECCUPYIONIC CITabOCThIO
MeXpeOepHBIX MBI 1 auadparmel. bojee yem y mojo-
BUHBI OOJIBHBIX TaKXKe OTMEYAeTCSI MaKpPOTJIOCCHSI, YME-
peHHas reratoMeraius uiad ux coueranue [5]. Hepeako
Y TaKUX MTaIlMeHTOB KO 2-MY IOJIyTOINIO KM3HU pa3BUBa-
eTCs BEIpaXkeHHAsT KapIOMeTaInsI, KOTOopasi C BO3pacToOM
poaoJrKaeT IMporpeccupoBath. HakomieHue ranKoreHa
B MHOKap/¢ BHI3BIBACT YTOMIICHNE CTCHOK 00OMX KETy-
IOYKOB M MEXKeIyTouKoBoii meperoponkmu (MIKIT).
B pesynbraTe BO3HMKaeT BTOpHMYHASI MeTaboIMYecKast
runepTpodudeckas KapaUOMHOIIATHS C HapylIeHHEM
(yHKIIMM MHOKapaa 10 peCTPUKTUBHOMY THITY, KOTOpPas
TIOCTEIIEHHO MOXET TpaHC(POPMUPOBATHCS B TUIATAIINOH-
HYIO KapIUOMHUOTIATHIO C TIPOrPECCUPYIOIIEH CepaecTHO-
JIETOYHOI HEeIOCTAaTOYHOCTHIO. [1p1 HEKOTOPBIX BapraHTax
maageH4yeckoi popMbl BI1 c1abocTh CKENETHBIX MBIIIIIL
BBIpakeHa 00JIee CYIIECTBEHHO, YeM CJIA00CTh CePIeIHOM
MBIIIIIEL. JIOBOJIBHO 9acTO BCTpedaeTCsl BTOPUIHBIN (pro-
poaiacTo3 sHpokapaa [1-3].

Y GonbHBIX ¢ MiIageHueckoil ¢popmoit BIT yacto Ha-
OJIFOMarOTCsT aTeIeKTa3bl JIETKUX, B TOM YHMCJIC HIDKHEH
JIOJI JICBOTO JIETKOTO M3-3a CIAaBIMBAHUS JICBOTO INIABHO-
ro OpoHXa runepTpoUPOBaHHBIM cepalieM. YacTble MH-
(exum IBIXaTeTbHBIX ITyTei (OPOHXWTHI, ITHEBMOHWM)
CIIyKaT MIPUYNHON IOCTYIUICHUS TAIIEHTOB B MH(PEKIIN-
OHHBIC CTaIIMOHAPHI. TPeBOXHBIMU 1 OTTACHBIMY CUMIITO-
MaMU SIBIISIIOTCS PECIIMpPaTOpPHbBIC HAPYIICHNUS, BO3HUKA-
[ole y OOJBHBIX BO CHE IO THUITy aIlTHO3/TUIIOITHOD
CO CHIDKEHHEM OKcUTeHaIn KpoBu. [IposiBieHmst OpoH-
X000cTpyKLMU He TuntuuHkbI 1j1s1t BI1. bpoHnxuanbsHas act-
Ma MOXKET pa3BHBAThCS y MAIlUEHTOB C HACIEACTBEHHOM
MPeapacIioNOXEeHHOCThIO K TaHHOU naTtojoruu [5]. s
KYyMUPOBaHUS CHUMIITOMOB JIbIXaT€JIbHOW HEJOCTaTOYHO-
CTU TIPUMEHSIIOTCSI pa3IMIHbIC METOOBI PEeCIIMPATOPHOM
nonnepxxku (ammapatel SiPAP, BiPAP), Bxmouaromine
MHTYOAIINIO U TTOAKITIOUEHHE K almapaTy UCKYCCTBEHHOM
BenTwssunu Jerkux (MBJI). IMammeHTaM, ITOCTOSHHO
HaxomgsmuMmcsa Ha WIBJI, mpoBoauTcss TpaxeocToOMUS.
B MeHee TsSKenbIX cIyJasx HeoOXoaMa JacTasi CaHaIIHs
HOCOIJIOTKY M BEpXHUX IbIXaTeIbHBIX ITyTEH, IIPOBEACHNE
Maccaxa 1 (pM3N0TeparneBTUICCKUX IIPOLICIYP IS IIPe-
OTBpAIICHNST 3aCTOMHBIX SIBJICHUI B Jerkux. OcimabdiaeH-
HBIM JeTSIM TPYIHOTO BO3pacTa MoKa3aHa ITOCTaHOBKa
HAa30racTPaIbHOTO 30HA C LIEJIbI0 TIPEAOTBPAIICHUS pa3-
BUTHUS TUNIOTPO(PUU U acIupaliu, 0OYCIOBIEHHON UMe-
forreiics qucarueil Bo BpeMs BCKapMJIMBaHUS.

B xpoBu noBrIIIaeTcst ypoBeHb KpeaTUHMOCHOKIHA-
3p1 (K®K), makratmerumporenasst (JIAI) BcremctBue
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¢dparmeHTauun MUOGUOPMWILI. DieKTpoKapauorpadus
perucTpupyeT yYKOpouyeHHbIi uHTepBadl P—R, Hepenko
B COUYCTAHWH C BHICOKMM BOJIBTakOM KOoMITIeKCcOB QRS.
DTH IPpU3HAKY TUITMIHHI TS 320016 BaHMST, ITO TIO3BOJISI-
€T OTJIMYUTh €ro OT APYTUX KapauoMuoratuii. MiaaaeH-
yeckast ¢opma bBII, mebrooTupyoiiass Ha MNEPBOM TOLY
XKU3HU, XapaKTepU3YyeTcsl ObICTPONPOrpeCCUPYIOIIUM
TeUEHNEM U JIETaJIbHbIM UCXOJIOM OT Pa3BUTHS CEPAECYHO-
JIETOYHOM HEOCTATOYHOCTU MJIW MH(EKLIMI TbIXaTeIbHBIX
MyTel OOBIYHO B TeYEHUE TTEPBOTO TOAa XKU3HMU.

B otmmmumie ot mHGAHTWILHBIX (OPM, TTO3IHUE (POPMBI
BI1 pasBuBaioTcsa B J1100OM BO3pacTe CTapilie IIepBOro
roja xku3Hu. KOBeHUJIbHBIN, MW «MBIIIIEUHBIIi», BADUAHT
XapaKTepu3yeTcs Ooliee MO3MHel MaHMbecTaei (meT-
CKMI WJIM IOHOLLIECKUI BO3pacT), 00siee MIATKUM TeYeHUEM
U MPEUMYILECTBEHHBIM MOPaK€HNEM CKEJIETHON MYCKY-
snatypel. [latonorus cepaua 4acTo HE BBI3BIBAET XKaJlOO
U TpeOyeT AMHAMUYecKoro HaboaeHus. [enmaTomeranus
BCTpEYAETCs TOPa3ao pexe, B IMHUYHbBIX CTydassx — MakKpo-
[JIOCCHSL.

Bapocbiit BapraHT 00JIe3HU XapaKTepru3yeTcsl MaHU -
decranmeii 6oxe3Hn B Bo3pacte 20—50 JeT, MEIEHHO
IIPOTPECCUPYIOIIEH MPOKCUMATBbHON MHUOMNATUEU U/WN
CUMNTOMaMHU AbIXaTeJbHON HEIOCTATOYHOCTU MPU OT-
CYTCTBUU KapauoMeraiuu. PasBuBaioTcs OyibOapHbIe
HapymeHns — nucdonus 1 qu3aptpus. I1o Mmepe mporpec-
CUpOBaHUs 00JIE3HU Y MALIMEHTOB MCYE3AET CITOCOOHOCTh
K CaMOCTOSITeJIbHOMY TepeIBUKEHUI0, OHU HE MOTYT 00-
xogutbcst 6e3 MBJI. [IpixaTenbHasi HEIOCTAaTOYHOCTb
SIBJISIETCS] TPUYUHOU TSDKEJION MHBATMAN3ALMU U BBICOKOM
JIeTaJIbHOCTHU MpU 3ToM popme 6one3Hu. Hanuuume npixa-
TEJbHOM HEIOCTATOUHOCTH XapaKTepHO WIS 1/3 B3pOCTBIX
MalMeHTOB.

Bospact cmepTu nipu BIT BapbupyeT OoT paHHEro aet-
CKOTO 10 MOXUJIOTO U 3aBUCUT OT CKOPOCTHU MTPOrpeccu-
poBaHus 0OJIE3HU, CTENIEHW BOBJIEUYEHUS JbIXaTeJIbHbBIX
MBIl ¥ TPUCOEIUHEHUSI UHTEPKYPPEHTHBIX JIETOUHBIX
MHGOEKINA.

KmHmaeckuii mommmopdu3M 3a001eBaHNS B TIEPBYIO
oyepeib ONPeaessieTCsl CTeNEeHbIO0 OCTATOUHOM aKTUBHOC-
™ hepMEHTa ¥ TUTIOM MyTamuu. MiMeeT MecTo oOpaTHasI
KOppEJsILMS MEXIY BO3pacToM Je0i0Ta O0JIE3HU U YPOB-
HEM OCTaTOYHOI aKTUBHOCTU (epMeHTa o-1,4-TIIroKo-
3upaspl. OcTaToYHAas aKTUBHOCTH (DepMeHTa IIpU MH(paH-
TUJILHOM (OpMe COCTaBISIET HMPUMEPHO 1% OT HOPMBI
u gocturaet 40 % OT HOPMBI IIPU ITO30HO A€0I0TUPYIOIIMX
BapuaHTax.

Jwnarno3 BIT MoxXeT OBITH BepuUIIMPOBAH TTPYKU3-
HEHHO Ha OCHOBAaHMM NAaTOTHOMOHMUYHOI'O KIMHUYECKOTO
CUMNOTOMOKOMILJIEKCA M CBOEBPEMEHHOIO OMOXUMUYE-
CKOTO U MEIMKO-TE€HETUUYECKOTO 00CIeJ0BaHN s, BKIIOYa-
IOI1IETO YH3UMOAUATHOCTUKY C ONpeaeIeHEeM aKTUBHOCTHU
o-1,4-rmroko3unassl B KpoBu 1 Metonbl JIHK-anamm3a.

OTKpPBITHE KIIETOYHBIX TTOBEPXHOCTHEIX PEIICIITOPOB,
YYaCTBYIOIIMX B TPAHCIIOPTHUPOBKE JIM30COMHBIX (DepMEH-
TOB B TKAHU-MUILIEHU, CAEIaTI0 BO3MOXKHbBIM MPU HEKOTO-

PBIX BUIAX TM30COMHBIX OOJIE3HE HAKOTUIEHUSI TIPOBEIE-
Hue (epmeHT-3amectutenbHoi Teparmmu (O3T). Takoe
JiedeHUe B HACTOSIIEe BPEeMs JTOCTYITHO TIpU OOJIEe3HSIX
Tomre, ®abpu 1 MyKoroarcaxapuno3ax I Tnma (CuHIpOM
Iypnep, [ypnep—Illeiie n Ileite), 11 Tuma (cuampom XaH-
tepa), VI tuma (cuampom Maporo—Jlamm). [TpuMeHsIeTCS
cyOcTpaTtpenyuupyloiiee jJedyeHne npu 6oixe3nn Human-
Ha—ITnxka (Trm C). @3T peKOMOMHAHTHOM YeJI0BEUYECKOM
anmbda-1,4-T10K0311a30ii, pa3pabOTaHHON C MTOMOIIBIO
METONIOB TeHHO WHXEHEePUU, IPOBOIUTCS B HACTOSIIIEE
Bpems u npu BII [16]. HakomieH 10CcTaTOYHO OOJIBILIOM
omeIT mpuMeHeHUs 3T mpu BIT 3a pydeskoM, B TO BpeMs
Kak B Poccuu Bcero HeECKOIBKO JIETei epBOTo rofa Xu3-
HU ¢ nH(paAaTIIbHOU hopmoii BIT mmoxyganu miam momyda-
10T TAHHBIN BUI JICYCHUSI.

Hwoke Mbl pesicTaBisieM IEMOHCTPAIINAIO U3 3 KIIMHU -
YecKuX cirydaeB nHMaHTWIbHOM (hopmbr BIT.

Kaununeckuit npumep 1. Muwa C., 5 mec. U3 anamuesa
U36eCMHO, YUMo pebeHOK poouacs Om Nepeoil bepemMeHHOCmU,
npomekasuieil ¢ anemueil u vegpponamueii 6 1 u I mpumec-
mpax. Y omya npobarda — eunepmpopus Muokapoa 1e6020
acenyodouka (JI2K). Poosr cpourvie, bbicmpoie, 0CA0MCHEHHbLE
myeum O0OHOKPAMHbIM 008UMUEM NYHOBUHbL BOKpY2 Ulel.
be3soonuiii npomencymok — 5u. Macca meaa npu poycoeruu
3480 e, dauna 54 cm, okpyacHocms 204108b1 (0.2.) 36 cm, 0K-
pyacHocmsb epyou 36 cm. Ouenika no wikane Aneap 7/8 6a1108.
3akpuuan nocae omcacwiganusi causu. CocmosHue npu poic-
deHuu cpedHell msidcecmu 3a cuem He8poA0UMeCKOl CUM-
nmMomMamukyu 6 ude CUHOPOMA YeHemeHUs UeHMpPAabHOU
Hep8HOll cucmembl ¢ INeMeHmMamu 8030yxcoeHus: U ooueeo
omeuHoeo cunopoma. B eéozpacme 2 ned nocmynun 6 omadene-
Hue namosaoauu Ho8opodxcoennvix Tlepunamanshoeo Kapouo-
noeuneckoeo yenmpa Kb No 67 6 céa3u ¢ 6padukapiuell
¢ wacmomolii cepdeunvix coxpaujeruii (4CC) do 80 6 1 mum.

4

Puc. 1. Muwa C., 4 mec. Knaccuueckuii ghenomun peberka
¢ maadenueckoli popmoii BIT
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Cocmosinue pebenka npu nocmynaeHuu 0bi10 MANCenbIM
30 cuem He8poA0UHeCKOU CUMNMOMAMUKY 8 UOe NOAHO20
omcymcemaeus 08UeamenbHoil akmueHocmu, Oug@y3HoL Mol-
WEHHOU 2UNOMOHUU, CROHIMAHHO20 KAOHYCA CION, MPemMopa
DYUEK, ONepKYAAPHbIX NAPOKCU3IMO8, eunopedaexcuu. Yme-
DEHHO OUCNAACTUMHDLL (DeHOMUN. Yepen 8biIMAHYM @ neped-
He-3a0HeM HanpagAeHul, HenpasuAbHas Gopma YulHsIX pa-
Koeun (puc. 1). lvixanue nosepxHocmuoe, MAKpoenoCccusl.
Co cmoponbl cepdeuno-cocyoucmoil cucmemvl OMmMe4anioch
pacuiupenue epaHuy, OMHOCUMENbHOU CepOeYHOl Mynocmu
6 00e CMopoHbL, NpueAYUIeHUe MOH08 cepdua, bpaduapum-
mus. Ileuens: +2,0 cm. B pezyabmame npogedennoeo obcae-
dosaHus y pebenka bviaa 8viseaeHa cunepmpoghust MUoKkapoa
JI2K 6e3 obcmpykuyuu 6v1600H020 omoeaa JIXK (maba. 1).
Tloxazamenu Heilpocoroepaguu deMoHCMpUposalu Hatuyue
BbIPAIICCHHOU QUAAMAUUU NePeOHUX PO208 DOKO0BLIX Jiceny-
douxoe mozea (D=12 mm, S = 10 Mm) u 3amel104HbIX PO20G
(D=8=25 mm) c bbicmpoim Hapacmanuem pasmepos OKpyic-
HOCIU 20/106bL U OMPUYAMEAbHOU OUHAMUKOLL NOKa3amenell
HetipocoHoepaguu . men mecmo 3nu300 gebpunvhbix cydopoe.

C yuemom moluleuHoi 2UNOMOHULL, OPadUKapou, MakKpo-
2n0ccuU, CyOuUKmepu1Ho20 OMMeHKAa KOJCHbIX HOKPOB08
nposedena oyeHKa mupeouono2o cmamyca (mupeomponHulii
eopmoH, T3, T4 6 coieopomie Kpo8u) u UCKAIOUEH BPOIHCOCH-
Hblll eunomupeo3. B eozpacme 2 mec dcU3HU COXPAHAACSH
eudpoueganvuolii cunopom (o. e. 39,5 cm), dugpghysnas moi-
weyHas eunomoHnUst (20408y He 0epaucum) u MaKpo2AoCcusl.
C amoeo ace gospacma pebeHok HauuHaem vacmo 6osemo
(ocmpule pechupamopHble gupychvle UHpekyuu, OpoHxXumel
¢ OPOHXO0OCMPYKMUBHBIM CUHOPOMOM, OPOHXUOAUMBL, NHEG-
MOHUSL, OCAONCHEHHAS] AMEeNeKMA30M HUMCHell 00AU 1e6020
A€2K020 U CUMNMOMAMU CepOe*HO-1e204HOU HedOCmamoy -
Hocmu). Mmerom mecmo yniomnenue u HeKomopoe ygeauve-
Hue 00sema uKpoHouCcHbIX Mbluiy. COXPAHAIOMCS CUMIIOMbL
Kapouomezaiuu u eenamomeediuu. B o6uoxumuueckom

Ta6muna 1. Toawuna muokapoa y 6oavhoix ¢ BIT

Muiua C. 9 13,8
Tuna I. 10 15
Vibsina M. 7,7 7,5

Tabmuna 2. [Tokazamenu akmueHoCmu QepmeHmos coleopomKU Kposu
y 60abHbIX ¢ BIT

Muma C. 102 1297 554
Tuna I 200 2050 342
VibsgHa M. 138—187 715=779 993—1354

aHanu3ze Kposu 0OHAPYHCUBACMCS NOBbIUECHUE YDOBHS MPAH-
camunas (maba.2). Yposens enoxosvt 5,3 mmonv/a. B dans-
Hellwlem y pebeHKa NOCMOSHHO OmMMeuanacy eunepgep-
menmemusi Ha pone Hopmoeauxemuu. Ilokazamens PQ
no anexkmpokapouoepaguueckum (IKI) oannoim — 6 npede-
aax nopmot (0,12 ¢). B pezyrvmame donoanumenvro2o oocie-
dosanus, eKAHUaOwWe20 NposedeHue 3NeKmpomMuoepaguu
(OMI), y manvuuxa Oviau UCKAIOYEHbI GHYMPUYMPOOHbLE
uHGheKyuu, namoaoeus MOMOHeUPOH08 (CNUHAAbHAS MblieY -
Has ampoghusi), MUMOXOHOPUANBHASL NAMOAOUSL U BDOICOCH-
Hble MUMOXOHOpUanbhvle Muonamuu. B éospacme 5 mec npu
npoepeccugHom yXyoueHuu coCMosiHusl npoeedeHo onpedene-
Hue akmuerHocmu gepmenma a- 1,4-enroxo3udasul 6 nabopa-
mopuu HacaedcmeeHHbIX boneszneil oomena seujecme (HBO)
MTHII PAMH, esvis6usuiee He3HauumenbHoe CHUMCEHUE
aKmugHocmu 0aHH020 hepmenma, umo nompe606aso dans-
Hetiuteeo npogederust JIHK-duaenocmuiu ¢ yeavio ymoyHeHus
duaernosa, enocaedcmeuu noomeepousuieco bII y pebenka
(maba. 3 u 4). B 6o3pacme 5 mec 10 Oneii pebenok ymep
Ha (oHe msdCcenoll NHeGMOHUU, HApacmarouwei cepoeHo-
A€204HOU HeAOCMamouHOCMU, UHPEKYUOHHO20 MOKCUK034,
CUHOPOMA OUCCEMUHUPOBAHHO20 GHYMPUCOCYOUCIOZ0 CEep-
MbIBAHUS, MUKPOYUPKYASIMOPHBIX, MemMab0AUMeCKUX U 1eK -
MPOAUMHBIX HAPYUIEHUIL.

Ilo danHbIM NAMOA020AHATNOMUMECKO20 U 2UCTOA0U-
ueCcK0eo Uccaed08anls y pedbenka vl noOmeepicoeH OuaeHo3
enukoeenoza Il muna (BII) ¢ serenusmu kapouomeeanuu
(macca cepduya 180 & npu Hopme 36 e), makpoenoccuu, eena-
mome2aauy 3a c4em OmAOICEHUS 2AUKO2CHA 8 YUMONAA3Me
KapouomMuouyumos, 2enamoyumos, Mlyax a3vikd, Nuueo-
da, xcenydka, duaghpaemoL.

Kaunuveckuit npumep 2. Tuna I., 8 mec. U3 anamuesa
JCU3HU U3BECHHO, YMO DebeHOK Om MOA00bIX 300P08bIX
podumeneii, om 2-it 6epemenrocmu (I — m/a), npomexasuieii
¢ yepo3oil npepvléanus na 6— 7-il Hedeae eecmayuu, Heghpo-

Taomua 3. [Toxazamenu ocmamounoii akmueHocmu epmenma
a-1,4-entoko3udazet y 60avHbix ¢ BIT

OcraTtouHast

AKTUBHOCTh

dbepmeHTa 30 12
o-1,4-TIII0K031 a3k

B JeiikouuTax, %

13,8

Taomua 4. Boissaennvie mymauuu y 60avHoix ¢ BIT

Muiia C. c.637Ins G p-Gly309Arg
Tuna I. c.1151delC p.Glu888Ter
VibsiHa M. p.Pro361Leu p-Arg594Cys
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namueil 8 111 mpumecmpe. Poovt Ha 41-ii Hedene eecmauuu.
Sakpuuana ne cpasy. Ouenka no wkane Aneap 6/8 6annos.
U3 podunvHoeo doma 6 ceésa3u ¢ MSNCECMbl) COCMOSHUS
desouka Ovira nepegedeHa 6 omadeneHue NAmMoao2UU HOBO-
POdICOeHHbIX, OMKYOa nocae Ae4eHus Oblaa 8bINUCAHA 00MOU
¢ 0uaeHo30M: NepuUHamanvhas yepeopatbHas uuwemus, 3a-
depoicka ncuxomomopro2o pazeumus. C yuemom Heapoaoeu-
YeCcKOU CUMNMOMAMUKU 6 UOe BbIPAICCHHOU MblUEUHOI
2UNOMOHUU 0e604Ka HabAHAANAC 8 HEBPON0UHECKOLl KAl
Huke «Hespomed». B eospacme 6 mec cocmosnue pebeHka
VXYOUwIUA0Cs 3a cuem 08yCMopOHHel NHeBMOHULL, OCAONCHEH -
Holl amenekma3zom. Buvisenena kapouomezanus. B danvueii-
wem 0egouKa HeoOHOKPAMHO HAX00UAACh 8 CIAUUOHAPAX
¢ JuazHoO3amu: MUOKapOum, 2unepmpou4eckast Kapouomuo-
namusi, 6pONCOeHHbIL MOKCONAA3MO3.

B 6o3pacme 8 mec pebeHok nocmynua 6 nepuHamanbHolii
Kapduonoeuueckuii yenmp I'KBE No 67. Ilpu nocmynaenuu
cocmosiHue desouku Ovli0 ovens msvceavim. Macca mena
cHudcena (5450 2). Kooxcnole nokposot 6ne0Hble, YUAHO3 HO-
coeybroeo mpeyeonvHuka. Yepen eudpouepanvroii ghopmol,
makpoenoccusi. Taxunnos c emsdicenuem ycmynuugwbix mecm
2pyOHOIL KaemKU, Jcecmikoe ObIXxanue, @blCAYUUBAN0CH MHO-
Jcecmeo npoeodHsbix xpunos. HYacmoma OdvixamenbHbix
deudcenuti — 68/mun, YCC — 140 yo/mun. Ipanuuyvt omno-
CUMENbHOI CepOevHOll mynocmu paculupeHsi 61e60 0o nepeo-
Heakcunaproli aunuu. Tonsl cepoya npuenyuensl, 8blCAYUU-
8AeMCsl CUCMOAUMECKUL WYM 68 00aacmu eepXyuKu cepoyd.
Ileuens: +3,0 cm. dughghy3nas mviueuras eunomorust, 2040-
8y npakmuuecku ne depycum. Ilonepxusaemcs, kauwinsem.
Camocmosmensro He ecm, Kopmumcs uepe3 30H0. [Iposeden-
HOe peHmeeHOoA02UHeCKoe UCCAe008aHUe BbISIGUN0 HAAUYUe
amenexmasa HudxicHel doau npasoeo neekoeo. Ilo dannvim
IDKT ommeuensl yckopenue ampuoseHmpukyasapHoil nposo-
Jumocmu ¢ NPU3HAKAMU HeNOAHOU O10KaA0bL NPABOL HOJNCKU
nyuka luca, naepyska na neeoe npedcepdue u nepeepysKa
000UX Cceny0ouKo08, BbIPANCCHHbIE USMEHEeHUs MpoQuKu
muoxkapoa JIXK. Ilo daunnoim sxokapouoepaguu (IxoKI)
umena mecmo 8wipadcenHas eunepmpogus muoxkapda JIK
u M2KII, norocmo JIK ymenvuiena; omuocumenvHas Hedo-
CMamoyHOCmb MUMPAAbHO20 KAANAHA ¢ pecypeumayuei 3+,
évinom 6 nonocmu nepuxapda. Cokpamumocms Muokapoa He
Hapyuena (paxuus eviopoca JIK — 61 %). B buoxumuuec-
KOM aHanuse Kpogu Bblsi6AeHA GblPAJICEHHAs euneppepmeH-
memus (cm. maba. 1), ypoeerv 2nr0K03bL 8 NPeOenax Hopmbl.

Hcxo0s u3 evlueuznodiceHHoeo, Ha OCHOBAHUU OGHHBIX
AHaMHe3a, KAUHU4ecKo2o ocmompa (Oughghysuas moluievHas
2UNOMOHUSL, MAKPORAOCCUSl, CUMRMOMbL HEOOCMAmMOYHOCIU
Kkposoobpawenuss 116 cmenenu, eenamomeeanusi, 3a0epiucka
NCUXOMOMOPHO20 PA38UMISL), PE3YAbIMamo8 NPo8edeHH020 00-
credosanusi (eunepgepmenmemus 8 Cbl80poOMKe Kposu ¢ NOBbl-
wenuem anranunamunomparcgepaszor (AJIT) 6 6 pas eviute
Hopmbt, achapmamamuromparcgepasvt (ACT) ¢ 35 pas, JUIT
6 10 pa3, KOK u wenounoii cpocpamasvr (IIIP) 6 2,5 pasa,
BbIPANCEHHOLL 2UNepmMpOPuUU MUOKAPOa, NHEBMOHUU, OCA0ICHEH-
HOlI ameneKmasom, YCKOpeHust ampuo8eHmpUKYAsPHOI npo6o-
dumocmu no dannvim IKI) y desouxu 6vira 3anodo3peHa uH-

ganmunvnas ¢opma BII.  Pesyasmamor  nocaedyouell
sn3umo- u JIHK-duaenocmuku noomeepdunu npedsapumens-
Hblll duaerHos (cm. maoba. 3 u 4). Pebenky 6bira HazHaveHa cumn-
momamuueckas mepanusi cepoeyHoll HedOCMamoYHOCMU,
U Ha (hoHe YAYMUIeHUsI COMamu4eckK020 Cmamyca 0eeouKka oviia
svinucana domoil. B danvueiiuiem ona HeoOHoKpamHo nocmyna-
A4 8 CMAUUOHAPLL ¢ OPOHXUMAMU, NHeBMOHUEI, HapacmaHuem
cumnmomos HK. B eospacme 1 2oda 2 mec peberok ymep.

Kaunuueckuii npumep 3. Yavsauna M., 1200 5 mec. XKano-
0Obl NPU NOCMYNACHUU 8 CMAYUOHAD HA 3a0epicKy 0gueamens-
HO020 U peuesoeo pa3eumusi.

U3 anamuesa uzeecmuo, umo desouxa om 1-ii 6epemen-
Hocmu, npomekasuieii ¢ Hegpponamueti 6o 11—I1I mpumecmpax
(nuenonegpum). Poder na 38-it Hedene, cmumyauposarHoie,
ovicmpote (5 u). Macca mena npu poxcdenuu 3140 e, dauna
50 cm, ouenka no Aneap — 8/9 6annos. C poscdenus omme-
yanrace omuocumenvuas maxpoenoccus. C 4 mec cusHu
Habardasacy y Hespoaoea no noeody NocAe0Cmeuil nepuHa-
ManbHOR0 NOPAdNCEHUsl HEPBHOLL CUCMeMbl 8 8Ude Ne2KOll 3a-
depoicKu memMno8 NCUXOMOMOPHO20 U (PU3UHECK020 pa3eumus
(eon08y depycum ¢ 4 mec, cudum c 10 mec, xodum c 1 eoda
1 mec). B sospacme 1 2o0a évisienena accumempuitas Kune-
8uoHas deghopmayust epyOHOU KAemKU, BMOPUHHBLI CKOAUO3,
Mmuonamuueckuii cundpom. B 1 200 2 mec npu naarnogom 00-
paenuy 8 NOAUKAUHUKY 8nepable 00HAPYICEHO yeeauueHue
neuenu do + 4,0 cm, nosviuterue noxazameneii AJIT — 225 Ed/a,
ACT — 297 Ed/a, JUIT — 811FEd/n, KOK — 1790 Ed/a 6 6uo-
xumuueckom auaauze kpogu. Ilo pesyrsmamam donnaep-
IxoKI' umena mecmo ymepennas eunepmpogus muokapoa
JI2K, M2KTT u nanuaaapholx mviuy, npoaanc MumpanbHo2o
Kaanaua ¢ peeypaumauueii 1+, npoaanc mpuxycnuoanibrno2o
Kaanawna c¢ peeypeumayueil 1+. B xode ougpghepenyuanvroii

Puc. 2. Yavana M., 8 mec. BII (0o navanra ©37T)
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Puc. 3. Vavana M. 1,5 200a. Tunepmpogus muokapoa (donnaep-3xoKI)

duaeHocmuKku y 0e60UKU ObLAU UCKAIOYEHbL HAPYUleHUs 00Me-
HA AMUHOKUCAOM U OPRAHUMECKUX KUCA0M, DedheKmbl MUmo-
XOHOpUANbHOR0 [3-oKucaenust, bose3ns Buirscona—Konosanosa,
8POJICOeHHBLI 2unomupeos, HedocmamouHocme o-I1-anmu-
mpuncura, eupycHvie eenamumol. IHMI nozeoaunra 6bi-
A6UMb NEPBUYHO-MbIULCUHBLI YPOBEHb NOPAICEHUS, NPUSHAKU
mueaunonamuu n. Medianus dex. u sin., akcononamuu —
n. Peroneus dex. u sin.

C yuemom KauHuKo-anamuecmuyeckux oannvix ¢ 2010 e.
peberok b1 0bcaedosan 6 aabopamopuu HHO MTHII
PAMH, 2de 6 pezyabmame su3umo- u nocaedyoweit JITHK-
duaeHocmuku 6bin ycmanoéaer ouaeno3 bII (cm. maba. 3 u 4).
B danvueitwem, c mapma 2011 e. (8 éo3pacme 1 2o0a 11 mec)
6 OI'BY PIKF pebenky enepesvie 6 Hawei cmpate 0bl10 Ha-
yamo cneyughuueckoe namozeHemu1ecKoe AeHeHue aienKo-
3udasoil anspa — (6 Poccuu npenapam noka He 3apecucmpu-
POBAH) NO  KOAAC2UANbHOMY peuleHur) MeOUlUHCK020
rxoucuauyma PI'BY PIKPB. Ilo sumansHbim NOKA3aHUAM Ne-
YeHue OCyu,ecmensinoch nymem GHYMpPUGEHHbIX KaANeAbHbIX
un@y3uil npenapama 6 doze 20 me/ke kaxcovie 2 Hed. B na-
cmosiuee spems desouxe 3 eoda. P3T npodoancaemces. Ha
gone nposedenus O3T umeem mecmo nosoxcumenvHas Ou-
HAMUKQ 8 8Ude 3HA4UMeNbHO20 COKPAUEHUs. PA3MepO8 neve-
HU, yeeauueHus 08UeamenbHOU AKMUEHOCMU, YGeAuHeHUs
C08APHO20 3aNACA, YMEHbUIeHUsL 2UNePCatU8auUU U yayHuie-
Husl 00uweeo camouyscmeus pedenka. Ilpu smom cyuecmeen-
HbIX UBMEHEHUIl 8 COO0ePIHCaAHUU NEeUEHOUHbIX MPAHCAMUHA3,
JUIT u KOK ne ommeuaemcs.

0Gcyxpenue

TakuM 00pa3oM, Bce ONMMUCAHHbIE KIMHUYECKKE CITy-
Yal IPeICTaBICHBI MiIafeHIeCKOM (MHMaHTIIBHOIT) (hop-
Mmoii BI1, KOTOpyIO OTJIMYAET TSKECTh COCTOSIHUSI U IIPO-
IPEAUEHTHOCTh TeueHMsI. B TO ke BpeMst y KaxIoro
U3 [IPOJEMOHCTPUPOBAHHBIX MTALIMEHTOB OTMEUYEHBI OIIpe-
JieJleHHbIe 0c00eHHOCTU. OCOOEHHOCTh IEPBOrO KIMHM-
yeckoro ciydast (Muima C.) 3aKjIio4aercss B TOM, 4TO
HECMOTPsI Ha TUIIMYHbIE KJIMHUKO-1a00paTOPHbIE ITPOSIB-

Puc. 4. Yavana M., 3 eooa (cnyems 1,5 eoda om nauanra @3T)

JIeHUsI 3a00JIeBaHUS Ha 3Tale CIeIMPUICCKON S9H3UMO-
MMaTHOCTUKY OBIJIa BBIBJICHA JOCTATOYHO BEICOKAST OCTa-
TOYHast akTUBHOCTB (hepMeHTa (30 % OT HOpMBI) (CM. TaoII. 3).
HecMmoTpst Ha To, YTO 3TOT MOKa3aTesb SIBIISICTCST TOCTa-
TOYHO BBICOKMM W HETHITMYHBIM UISI WH()AHTWIHHOMN
dopmel BI1, mo HacTOSHUIO TIEANATPOB OBLLIO TTPUHITO
pelleHne O MPOAOKEHNN TUATHOCTUKHA MOJICKYJISIPHO-
TCHETUICCKUMM METOIaMU, TaK KaK KIMHIYECKast KapTH-
Ha 3a00JIeBaHMSI TIOJTHOCTHIO COOTBETCTBOBAJIA THATHO3Y
BI1, a MbIIeyHast TKaHb 1 KyJIbTypa KOXXHbIX (hubpood.ac-
TOB IS (PEPMEHTHOM MMATHOCTUKU OBUIM HEAOCTYITHBI.
CJI0XHOCTh MHTEPIPEeTAINN (PEPMEHTHOM TUaTHOCTUKH,
TIPOBOAVMOM TIpHM OIIPEACICHUN aKTMBHOCTH (pepMeHTa
B JICHIKOIIMTaX KPOBU, 3aKJTIOYACTCS B IIPUCYTCTBUU B JICii-
KOLIMTaX HECKOJbKMX MaJibra3, OO0JIAmaloIInX CXOMTHOM
cyOCTpaTHOM CITEM(PUIHOCTHIO, TTO3TOMY aKTUBHOCTH
(epMeHTa B «IIpOOMPKE» MOKET OBITH HECKOJIBKO 3aBBI-
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meHa. CHHM3UTHh BEPOSATHOCTh JIOXKHOOTPHUIIATEIBHBIX
pe3yIbTaTOB ITO3BOJISIET MPUMEHEHHE CICIMMOUICCKIX
MHTUOMTOPOB (aKapabo3a) MIN NCCIIeIOBaHIE aKTUBHOCTH
depMeHTa B KyJIBType KOXHBIX (pruOpo01acToB.

I[Ipy mpoBemeHUM MOJEKYISIPHO-TCHETUICCKOM
IUATHOCTUKM OOHApYyKEHO, YTO ITallMCHT SIBJISCTCS
KOMITayHI-TeTepo3uroroM mo myrauusm p.Gly309Arg
1 ¢.637insG (cM. Ta0:1. 4). Myrauus p.Gly309Arg omnmcana
paHee 1 accoLMupoBaHa ¢ Tskesoit ¢popmoii BIT. Myra-
uust €.637insG B nMTepaType He OIMCaHa, HO BCTaBKa
OIITHOTO HYKJICOTHIA IIPUBOMUT K CIBUTY PAMKU CUNTHIBA-
HUSA 1 (POPMUPOBAHNIO aHOMAJIBHOTO OeJIKa, 9TO BEPOSIT-
Hee BCEeTo TaKKe JTOJIKHO acCOIMMPOBATHCS C TSKEIION
KJmHu4Yeckou popmoii BIT.

AHamm3 2-TO KIIMHUIECKOTO ciydas MHQPaHTWIHLHON
¢dopmel BIT Takke TunmaeH. OH IEeMOHCTPUPYET TKECTh
3200J1eBaHUSI 110 KITMHUKO-1a00paTOPHBIM IIPOSBICHUSIM,
BBIPAXXEHHOCTH TIPOLIECCOB MUOLIUTOMM3A (CM. Tab. 1),
YCKOPCHMIO aTPUOBEHTPUKYIISIPHOM ITPOBOIMMOCTH IO
maaHBIM DKI 3a cueT OT/I0KeHUI TITMKOTeHA B TIPOBOIS -
el cucTeMe cepilla, MeTaboIMIecCKO KaparmoMUOIIa-
THH, OCJIOXHCHHON OTHOCUTEIBLHOW HETOCTATOTHOCTHIO
MUTPAJIBHOTO KJIallaHa ¢ peTypruTamnueit 3+ u cepacaHom
HEIOCTAaTOYHOCTBIO 110 OMBEHTPUKYIISIPHOMY THITY C SIBJIC-
HUSMU TUIpOIlepuKapaa (cM. Tabi. 2).

I[ToMuMO BBIpaxkK€HHBIX CEpACYHBIX HapyIICHUI,
BEeIYIINMU KIMHIYECCKUMU CUMIITOMaMH SIBJISIIACH TUD-
¢y3Hass MBITIICTHASI TUTIOTOHUS, CYXOXUIbHAS TUITOped-
JIeKCHsI, OyIbOapHBIN CHHAPOM, XPOHWYCCKUI acIupa-
UOHHBIE CHHIPOM C pa3BUTHEM acCIMPAOHHOMN
ITHEBMOHUM W aTejIeKTa3a, IMPEeHMYIIEeCTBEHHO BEPXHUX
TTOJICH JISTKMX. JIrarHo3 ObUT TOATBEPKACH B JIA0OpATOPUM
HBO MTI'Ll PAMH OmoXxuMm4ecKuM M MOJICKYISIPHO-
TeHETHMYCCKIM MeTomoM (cM. Tabi. 3 u 4). OOHapyKeHHBIC
mytammu ¢.1151delC u p.Glu888Ter accommmpoBaHEI ¢ TsI-
XKenmoit popmoit 3aboneBanuga. OmHa M3 HUX IPUBOIUT
K CIBUTY paMKHU CUMTBHIBAHMS, BTOpast — SIBJISIETCS HOH-
CEHC-MyTallreil ¥ IPUBOIUT K 00pa30BaHUIO IIPEKICBPE-
MEHHOTO CTOIT-KOJOHA.

Tpetuii KTMHUYECKUN Ciiydaii TakKxKe JEMOHCTPUPYET
CJIOXKHOCTD TUAaTHOCTUKM JAHHOTO 3a00JIeBaHUSI, TaK KaK
KIMHnYecKrue cuMmnTombl BIT mepBoHaYalmbHO CKpBIBa-
JIMCH TIOJT MaCKOM MepUHATATBHOTO MOPaskeHNS HEPBHOM
cucTtembl. [lammeHTKa pa3BUBajiach ¢ 3a0epKKOM IBUTA-
TEJILHOTO Pa3BUTHSI, TTOJTyJaia KypcaMy peadMINTaAMOH -
HYIO TEPAMHIO C ITOJIOXKUTEITBHBIM 3((PEKTOM OT IIPOBOIM-
Moro JjedeHus. B Bospacte 1 roga mpu oOciaenoBaHUU
B TTOJIMKJIMHHUKE TI0 MECTY XKHMTEJIbCTBA ObLIa BEISIBICHA
reraToMeTaiis, KOTopas cTajaa IPUINHON TaTbHEHIIIEro
obcremoBaHus 00abHOM. [lenmaTpaMu U pOOUTEISIMUA He
OBLIO 320CTPEHO BHUMAaHME Ha CUMIITOME MaKPOTJIOCCHM,
KOTOpasi MeJila MECTO y peOCHKA C POXKICHMSI.

B na6oparopun HBO MI'HII PAMH BriepBbie 06pa-
TIJIM BHUMaHHE HAa COYETaHHWE XapaKTepHBIX KIIMHUYC-
CKMX CHMIITOMOB U J1aOOpPaTOPHBIX M3MEHEHWII B BUIE
TTOBBIIICHUST TTOKa3aTelleil TeYeHOUYHBIX TpaHCaMUHAa3,

JIAI m KOK. [TanmeHTKa OBI7Ia OCMOTPEeHAa KapAHUOJIOTOM
¥ HEBPOJIOTOM, BBISIBUBIIUMU CTICIIM(DUIHBIC M3MEHCHMS
CO CTOPOHEI CepAIia M MUOTIaTUICCKIIL CHHIPOM YMEPEH-
HOI1 cTeIIeH! BhIpakeHHOCTH. 3anomo3peHa BI1, kortopas
ObLIa TTOATBEPKICHA OMOXUMIUICCKIMM M MOJICKYIISIPHO-
TeHEeTUYCCKIMM MeTogaMU. TaKiM 00pa3oM, aHATIU3UPYST
aHaAMHECTUIECKNC JaHHBIC, C YBEPCHHOCTHIO MOXKXHO CKa-
3aTh, YTO Y JaHHOUW OOJBHOM MPAKTUYECKU C POXKICHMUS
MMEJIM MECTO THUIWYHBIe cuMIToMbl BIl, XapakrepHbie
IUIST MiTaZieHYeCcKOit (hopMEBI 3a00J1eBaHMs (CM. Tabm. 1—4).

MyTanmu, BeISIBIICHHBIC Y 3-11 marmeHTKI — P.Arg594Cys
n p.Pro361Leu, OoTHOCATCS K MHUCCEHC-MyTallUsIM M,
10 TAaHHBIM JINTEPaTypPhl, aCCOIIMMPOBAHEI C 00JIee JISTKM -
MH (peHOTHTIAMU. BeposiTHO, (hepMEHT COXpaHsIeT HeOOITb-
IIIYIO OCTaTOYHYIO aKTUBHOCTD.

[lepBrie pe3ynbsraThl CIICHM(UIESCKOTO JICUCHUS, TIPO-
BOIMMOTO B T€UCHME TOIa JTaHHOMY peOCHKY, IOKa3ajln
3HAYNUTEJBHOE YIYUIIICHNE B IICMXOMOTOPHOM pPa3BUTHU
B BHIC YJIYUYIICHUS MBIIICYHOTO TOHYCA, YBEIMUCHMUS
IBUTATCIFHOI aKTUBHOCTH, TTOSIBIICHUS PEUCBOM TTPOITYK-
. OgHAKO OMOXMMMYECKIE TTOKA3aTe N CYIIeCTBEHHBIX
W3MEHEHUI He IIpeTepIiejid, YTO, BO3MOXHO, CBSI3aHO
C eIe HePOIOJDKUTEILHBIM KypcoM Tepanun. [TokazaHo
TalbHEHIIee IMHAMIYECKOe HAOMONCHIE 3a TAIlMEeHTKOIA.

3aknioueHue

Huarnoctnka HBO comnpstkeHa ¢ onpeneieHHbIMUA
TpygHOCTAMU. [lpexkme Bcero, BBIPaKeHHBIM KIMHWYE-
cKuii monumMopdusM u MHoroodpasue (6onee 600 HO30-
JIOrMIecKuX (popM) 3aTpyITHSIOT pacIio3HaBaHNE MHOTHX
HBO Ha KITMHIYECKOM ypOBHE, a HI3Kasl 4acTOTa BCTpe-
YaeMOCTH B TIOIYJISIIMHK HE TO3BOJISICT Bpady-TeauaTpy
HaKOITUTBH OITBIT 71 CBOEBPEMEHHOM ITOCTAHOBKY THMATHO-
3a. Jlpyroit HeMaJloBaXXHBIN (DaKTOp — HEOOXOTMMOCTH
MpUMEHEHNUST Pa3HOOOPa3HBIX METONMYECKIX ITOIXOI0B,
MMaTHOCTHYECKAs 3HAYNMOCTh KOTOPBIX HEpaBHO3HAYHA.
Bri6op ontumanbHoro nytu guarHoctuku HBO BozMo-
JK€H TOJIPKO TIPY TECHOM B3aMMOICHCTBUN Bpada-KINHU-
IMCTa W CIICIMAINCTA 110 JJa00paTOPHOI TMAarHOCTHUKE.

[TonmBomnst nTOTr MPOBEACHHOMY KIIMHUYECKOMY pa300-
Py, OTMETHM, 9TO, HECMOTPSI Ha peAKOCTh TaKOI ITaTOI0-
ruu, Kak BI1, MOXXHO BbIIEINTH 0011MEe KIMHUKO-JIabopa-
TOPHBIC CUMIITOMBI, XapaKTepHBIC UIST MJIaIeHUCCKOMU
¢dopmbI gaHHOTO 3a00eBaHus. K HUM B TIepBYyIO 04epeb
HEOOXOONMO OTHECTH CUMIITOMOKOMIITICKC <«BSIJIOTO
pebeHKa», MAaKpPOTJIOCCUIO, PECIIMPAaTOPHBIC IIPOOIEMEI,
TeIaToOMErainio, CUMIITOMBI CepAeYHOIl HETOCTaTOTHO-
CTH, TIOBBIIIeHMEe MbImedHbIx (GepmentoB AJIT, ACT,
JIAT, KOK.

bonesns [Tomrie TpeOyeT rpoBeneHsT 00IbIIOro Aud-
epeHIMaTbHO-IMaTHOCTIISCKOTO TIONCKA, B XOMIe KOTO-
poTro y manneHTa HeoOXOIMMO MCKITI0YATh 3a00JICBaHMS
W3 TPYIIIBI HEPOMBIIIICUHBIX, MUTOXOHIPUATLHBIX 1 TIC-
POKCHCOMHEBIX 00JIe3HEH, BPOKICHHBIN TUITOTHUPEO3 U JIP.
Takum oOpa3oM, CIeKTp (eHOTHITMUCCKUX MPOSIBIICHUIA
MyTanuii B reHe GAA odyeHb mmpoK. B 3aBucmMmocTH



Kaunuueckuii pazoop

HepBHo-MblleyHbIe
BOJNIE3HK

OT IIPe00IagaOIINX CUMIITOMOB OOJTbHBIC MOTYT ITOTIACTh
B TIOJIe 3PEHMSI Pa3HbIX CIEIMAJIICTOB — HEBPOJIOTOB,
KapaUOJIOroB, TIEANATPOB, TETIaTOJIOTOB, TeHEeTUKOB. [1pun
STOM KaXKJIbIi1 M3 HUX JOJIKEH ITOMHUTD 000 BCeX KITMHM-
YeCKMX acIleKTax 00JIe3HH, a TAKXKE O TOM, YTO COBPEMEH-
HbIe MeToIbl Onoxumuyeckoi u JIHK-nuarnoctrnku mos-
BOJISIIOT OKOHYATEJIbHO BepU(PUIIMPOBATh MPaBWILHBII
JIarHO3.

IIporno3 mameHveckoit ¢opmel BIT HeyremmTeneH.
Tem He MeHee ¢ yaetom nosiineHnsT G3T maHHOTO 3a007TC-

BaHUST CETOMHS €CTh BO3MOXKHOCTD HE TOJIBKO ITPUOCTAHO-
BUTH ITPOTPECCUPOBAHIE O0JIC3HH, HO 1 TTOJTYIUTH 00paTHOE
Pa3BUTHE €€ OTICTBHBIX KITMHIIECKIX ITPOSIBIICHIIA 1 YITyd-
IIATH KA9eCTBO XMU3HU TallieHTa. B ¢BA3M ¢ 3TMM TpymTHO
TMEepeoLICHUTh 3HAYMMOCTh paHHei auarHoctuku BI1, Heo6-
XOIOMMOM TSI CBOEBPEMEHHOTO Ha3HAUCHMS Teparu. [
JIETel TPYIHOTO BO3pacTa, UMEIOIINX, KaK ITPaBIIIO, HA0O-
Jlee TsDKeNbIC BapWaHTHI TEYCHMST OOJIEe3HM, 3TO BOIIPOC
JK3HU U CMEPTH, TIOCKOJIBKY BPEeMEHM IS JICUCHHUSI TIOCTIC
YCTaHOBJICHUSI TNAarHO3a OCTACTCS YPE3BBIYAITHO MaJIO.
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