K yucny Haubonee paguKaabHBIX METOAOB OPTOMENUYECKOrO JeUeHHUs CIEAYeT OTHECTH PasjIHuHBIE XHPYpIH-
YecKue onepaunu. B 4acTHOCTH, Hawl ONBIT BiMOYaeT Gonee 57 yCnelUHbIX onepauuii Mo MOBOAY pasiHuHBIX aedop-
MaLuii cToN, KOTOphie ObUIM BBIMOJNHEHHI y 28 GOJBHBIX.

Huxe B KauecTBe npumepa MPHBEAECHO HECKOJIBKO CITy4aeB H3 Hallel NPaKTHKY YCTEIIHOTO MPOBECHUSA XH-
Pypruueckoro neueHus 601bHbIX ¢ pasnHYHeIMH dopmamu HHM3

bonskas I1., Bospact 15ner, auarHos: Muoauctpodus 3pba-Pota. IIpu o6crel0BaHMH - 3HAYUTENLHOE Ha-
pYUIEHHE NOXOAKH B CBA3H C IKBUHYCHBIMH KOHTPAKTYypPaMH CTOII, BHPAXEHHLIM THNEPIOPAO30M NMOSCHUYHOTO OT/eNa
no3soHo4HHKa. [TponsBeseHa onepanus — NOAKOXKHAA aXWUIOTOMUA Ha 00eux KOHEYHocTsAX. B pe3ynkTare oneparus-
HOTO JIEYEHHA: YCTPAaHEHa IKBHHYCHAd KOHTPAKTypa CTOIl, AOCTHrHYTa MpaBWIbHAs ONOPa HAa CTOMBI, YMEHLUIKICH
J10p/103 NOACHHYHOTO OTAEJIa NO3BOHOYHHUKA, yIY4IIWIC 6analc npy BEePTHKANBLHOMN CTOMKE U pH NepeaBHKEHUH.

Boasuo#t K., Bospact 22 roga, amarHos Mwuoaucrpodus Jromenua. IIpu obenenosanunu 8 1997 r.: npaso-
CTOPOHHHH TPYAHO-MOACHUYHBIH CKOJIHO3 4 cTenexy, aedopMaLua rpyaHOi KIEeTKH, KOHTPAaKTYpHl B Ta306epeHHEIX,
KOJIEHHBIX M TOJIEHOCTOMHBIX CYCTaBaX, AWIATALMOHHAA KapAMOMHONAaTus, OONBHOMY OBUIO TPYAHO HaXOAMTBCS B
MHBANIWAHOMH Kolscke. B Tom ke 1997 rogy B ABcTpanuu npousBefieHa Onepalis Ha NO3BOHOYHHMKE H CYXOXWIBHO-
MBILIECYHAA TUIACTHKA HA CyCTaBaX HIDKHMX KOHEYHOCTeH. B pesynpTaTe ycTpaHeHa Redopmauus MO3BOHOYHHMKA M
CyCTaBOB HIXKHHX KOHeYHOCTEH. [1oABMIACE BO3MOXKKOCTb CAMOCTOSTENBHO CHAETH B NPaBWILHOM T03€, YITydIIHIach
ApixaTenbHas GyHkuus. IIpyu HabmoaeHuH 3a GONBHEIM B TEYEHHH 4-X JIET OTMEUEHA CTaGWIN3alUS er0 COCTOSHHUA.

Bossnas K., Bospacr 8 net, auarnos CrnunanbHas amuotpodus, auctanshas gopma. Tpu o6enenoBanu : 3k-
BHHO-TI0/10-BapycHas JeopMalLiis CTOMN, OTCYTCTBOBME ONOPHOCTH HA CTOIMMI, PE€3KO 3aTPYAHEHO CaMOCTOATENBHOIO
X0oxaeHus, TIpousBeseHa onepauns CyXOXHIBHO-MBIIIEYHOMN IUIACTHKM HA FOJICHO-CTOMHbBIX cycraBax. B pesynesrarte
YCTpaHeHbl AeopMaLn cTom,. yaymuica 6anaHc Tena s BCPTHKAJIBHOM TOJIOXKEHHH, MOABWIACH BO3MOXHOCTH CaMO-
CTOATENBHO XOHUTh.

BoneHo# M., Bo3pact 16 net, auarHos Moto-ceHcopHas Hesponatus. IIpu o6CIEIOBAHMH: IKBHHO-IONO-
BapycHas se(opManus CTOI,. M3-3a OTCYTCTBHS OMOPHOCTHM HA CTOIBI 3HAYMTENLHOE HapyUuIeHHe paBHOBECHA IIpU
CTosiHMM M xoAn6e. [IpoBeneHa onepaims CyXOXWIbHO-MBIILEYHOMN TUIACTHKH HA FOJIEHO-CTOIHEIX CyCTaBax B coueTa-
HHUM C TPOHHBIM apTpPOAE3OM JIEBOH cTombl. B pesynbrate: ycrpanensl nedopMaluM CTON, MOABHIACH npaBWibHas
0nopocnocobHOCTh KOHEYHOCTEH, YTO a0 3HAYHTENLHOE YIy4LIeHHe MBIIeYHoro 6araHca [IPH CTOSTHUM H XoJk0e.

INpuBenennslie AaHHBIE MO3BOJAIOT CAENATH 3aKIIOYEHHE, YTO MPH HAIMYUM TOKa3aHUH H MpH NpUMEHEHHHU
CreUHaNbHBIX METORKMK OpTONEAHYECKOe Neyenue GonbHpX HHM3 Moxer 6b1Th BecbMa 3 ek THBHBIM, npotekarth 6e3
CYLIECTBEHHBIX OCNOKHEHHIA H CMOCOOCTBOBATE 3HAYUTENILHOMY YTYUYLICHHIO KA4€CTBA XKH3HH MaLueHToB, a UHOT A U
ofecneunBath yBeJTHYEHHE NPONOIKHATEIILHOCTH HX XKH3HH.

NUTEPATYPA

1. bapansn N1.0. fleTckan Hesponorus. U3-so "MeauumHa”, M., 1984, 571c¢.

2. McKusick V.A. Mendelian Inheritance in Man (10-th ed.) - The Johns Hopkins Uninersity Press. - Baltimore & London, 1992,

Vol.1,2.

Emery A.E.H. Duchenne muscular dystrophy. //2nd Ed. Oxford Univ/ Press. - Oxford. - 1993.

WnnapvowkvH C.H., UsaHosa-CMonexckas WU.A. MonekynsipHele OCHOBbI NPOTPECCUPYIOWNX MBILLIEUHBIX avctpoduin. // XypH.

Hesponaron. u ncuxuarp. - 1998. - Ne 10- C.55-62.

5. HacneacteexHble 6onesHn HepsHoN cuctemsl. (PykosoacTBo ans epauei) Moa pea. 10.E. Benstuwesa n N.A. Temuna. Us-s0
“MeavuunHa”. 1998, 235-345.

6. Pynenckana INE. HacneacteedHbie GonesHu HepBHOW cuCTeMbl B POCCMIACKMX M CpeAHEeasuaTCkux NONYNAUMAX. KIUHNKO-
anuaemuoriornieckoe uccneaosaxue. // fluce. Aok. Mea. Hayk. - M. - 1998. - 312¢.

7.  lWwmukun C.C. HacneactseHHble HepBHO-MbieuHble Goneann. Uaa-s0 BUHUTK, - M., - 1997. - 130c.

8. Poortman Y.S. in: “Respiratory insufficiency in Neuromuscular Diseases” ed. by Berghauser H.G., van Kesteren R.G., Rutgers
M.R. - Amhem. (Netherlands) -1990.- P.9-11.

9. Emery A.E.H. Diagnostic Criteria for Neuromuscular Disorders. - European Neuromuscular Centre, The Netherlands, -1994.

10. Kaplan J.C., Fontaine B. Neuromuscular disorders: gene location. // Neuromusc. Disord. - 1999. - Vol.9. - P.I-XIV.

11. Tlaycmarosa-Netpycesny K. MbiweuHbie 3aGoneeanus. (nep. ¢ nonbek.) / Bapwasa. Monkck. mea. ws-so. - 1971. - 440c.

12. Penux B.C., Cyxux T.I". MeanuuHckan knetouHan 6uonorus. / Na-so “BI6uM™. - 1998. - 200c¢.

13. Esrpacbos O.B. KaptupoBaHue n nsyHeHue TOHKOW CTPYKTYpbl HEKOTOPbIX FEHOB YenoBeka v pa3paboTka Ha 3TOW OCHOBE AHK-
AWarHOCTUKN HacneACTBEeHHbIX 3abonesanni. // AsToped). oKT. ance.. - M. - 1992, - 35¢.

14. bapatos B.C. // MexayHap. mea. 0630pbl. - 1994. - 1.2 - C.236-243.

15. Granata C., Merlini L. // Neuromusc. Disorders - 1998. - Vol.8. - P.264.
16. Forst R., Forst J., Heller K.D.. // Neuromusc. Disorders - 1998. - Vol.8. - P.266.

W

MUTOXOHAPUANIbHBIE MUONATUN B COYETAHUU C
KAPOWOMMWONATUEN. HOBBIE NOAXOAbl K NEYEHUIO
O.C.Ctpaxosa, 0.M.Benosepos, B.C Nepmuuos, B.B.JaBbigkux

Mockoscknii HUH neauarpun n gerckoii xupypruu M3 P@

MuroxonapuanbHble 60e3HK — reTeporeHHas rpynna 3a60eBaHuil, 0GYCIOBICHHBIX TeHETHYECKHMH, CTPYK-
TYPHBIMH, GHOXMMUYECKUMH JedeKTaM¥ MHTOXOHAPHH, HApYIICHHEM TKAHEBOrO NbIXAaHHMA M COMPOBOXIAIOMIAACH
CHIKEHHOH NMPOXYKLIHEH IHEPTOEMKHX CoelMHeHni B MuToxoHapusax (Benson LN, Freedom RM., 1992).

[TpH4nHO¥ BOZHMKHOBEHHS MHTOXOHJPHANEHBIX MHONATHI H KapIMOMHONATHI y AeTell ABIIOTCA MHOXECT-
BEHHbIE Jeneunn MUToxoHapHanbHoi JIHK, eanHuunble WM MHOXECTBEHHBbIE AC(EKTHI B KOMILIEKCE (EPMEHTOB
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JLIXATeJIbHOM LIEMH, MYTAlLMH TE€HOB, OTBETCTBEHHBIX 32 CTPYKTYPHBIC KOMIIOHEHTBI MHTOXOHJPUH, a TaKKe MyTaLuu
MHTOXOHApUabHOIi TpaHcnopTHoit PHK (Davies MJ, McKenna W1., 1994; Wallace DC et al., 1996).

Mockonbky mutoxouapuanstas JHK oueHb BoicokoMyTabenbHa u3-3a 0COO0OH BOCIPHHIMYHMBOCTH K JEJElH-
M, IO CHUX MOp HEACHO, ABJAIOTCA JIM Aeneuud MutoxoHapuanbHoit JIHK nepsBHYHBIM (akToOpoM, ONpEAETAIONM
pa3BUTHE KapAHOMHONATHYECKOr0 M MHOMATHYECKOro ApoLecca WM aenenus Muroxonapuanshoi JHK - sto BTO-
PUYHBII NPOLECC, BO3HUKIUMI Ha (oHe HapyIeHUs QYHKIUNH CepiedHON 1 CKeIETHOM MBINILB!, BbI3BAHHOM JEHCTBHEM
apyrux daxropor (Wallace DC., 1995).

B knaccudmkauun kapjiioMuonatuii, npunatoit B 1995 rogy BeemupHol opraHusauuer 3apaBoOXpaHEHHs,
MUTOXOHAPUAJILHBIM KapIHOMHONATHAM OTBEJCHO MECTO B cnelM(HYECKHX KapAMOMHONATHAX (T.e. B KapAMOMHOINa-

* THAX C U3BCCTHOH 3THONOTHEN).

Jlaunas CTaThs UMEET LENbIO OCBETHTH BOTIPOCH TEPANMH MHUTOXOHAPHAILHOM NATONOTHH MHOKAPJA M CKe-
JIETHBIX MBILIL Y JA€TeH B LEJIOM, BHE 33BHCHMOCTH OT KOHKPETHOH HO30J0THH, KOHKPETHBIX JENELMHA H BHE paMOK
BONPOCOB NEPBUYHOCTH W BTOPUYHOCTH MHUTOXOHIpDHANbHBIX HapylieHWH. B panpHelmeM TepMMHOM MUTOXOHIpDH-
aJIbHAj KapAMOMKOIIATUA W MUONaTHA Mbl 6yfeM 0603HavaTh 106YyI0 KapAHOMHONATHIO U MHONATHIO, IPOTEKAIOLIYIO
Ha (JOHE BbIPDKEHHBIX HApYIIEHU (QYHKLHW MUTOXOHIDHH, BBISBNSEMbIX HA OCHOBAaHMM HCCJIEJOBAaHHA aKTUBHOCTH
MHUTOXOHIPHATLHEIX GepMeHTOB B iMMdonuTax, B 6uonrare ckeneTHOH Meluiupl (1 o6HapyxeHun B buonrate deHo-
MeHa RRF B GoNbIIOM MPOLIEHTE BOJIOKOH), @ TAK)Ke MOBBIILECHHA YPOBHA JIAKTAaTa M MHPYBaTa B CHIBOPOTKE KPOBH.

Bce MblluLibl, BKIIOYAs MHOKapA, NOTYHaOT NoJaBistoniee G0MBUIMHCTBO JHEeprun, Heobxoaumoit s pabo-
Thbl, IyTEM OKUCIUTENBHOTO (hoCHOPIITHPOBAaHMS UPHBIX KUCIOT B MuToXoHApuAX (Carter LF, Rubin S., 1994). 3o
KOMIUIEKCHBIi Mpouecc, BIIIOYAIOUIMIA 3aXBaT XHPHBIX KUCJIOT, X TPAHCHIOPT B MUTOXOHAPHIO YEpE3 KAPHUTHHOBLIA
LMK, 6eTa OKCHAALMIO, LUMKIT TPUKapOOHOBBIX KHCIOT U okucauTenbHoe dochopunuposanue (Roe CR, Coates PM,,
1995). YV GonbHbIX, UMelOIX JedekT B JaHHOM Mpolecce, KWIMHMYECKAas KapTHHA IPEACTAaBICHA MHONATHYCCKUM
CHMH/IPOMOM M KapJHOMHONATHEH, KOTOphle MOTYT OBITh BEIpaXKEHBI B eTKoH man Tshkenoit dopme. Kakue Ov1 apyrue
OpraHbl He BOBJIEKAIHCh B MATONOTHYECKHH MpoLECC, MOpaXeHHE CEPAUA H CKENETHBIX MBI KaK NMpaBmIo JOMHHH-
pyet (Schwartz ML et al., 1996). ITopaxxeHne MHOKapJia MrpaeT ONpeAeNsIOLIyIO POIIb B JIETATILHOM HCxoze 3a6oieBa-
Hus.

Ecinu pebeHKy CTaBUTCS AMAarHo3 MHONATHH M KapAHOMMKONATHH C MUTOXOHAPHAILHEIMH HApYLIEHHAMH, 3TO
O/JHO3HAYHO MMOAPA3yMeBaeT HAIMUNE MeTabOJIMIECKNX PAacCTPOICTB, O3TOMY NPHCTANLHOE BHUMAHHE JOIDKHO ylie-
NATbCA 00eCNeYeH IO KHCJIOTHO-OCHOBHOTO B MOHHOTO GajutaHca, a Talkke KOHTPOJIO 32 6MOXMMHYECKMMHM MOKasare-
aamu. C KaKHX e MaToreHeTHYeCKUX MO3ULHMIH MOXKHO NMOAXOANTE K JIEYEHHIO MUOMIATHH U KapAMOMMONATHi, npoTe-
KAIOWIKX Ha ()OHE BBIPAKEHHOTO HapyLueHUA QYHKLMH MUTOXOHAPUH Y NETEH?

DHepreTHuecknii 0OMEH 3aBHCHT OT JIByX OCHOBHBIX (akTOpOB. JI€pBBIH M3 HHX — F€HETHYECKH ACTEPMHHHU-~
POBaHHOE COCTOSIHHE MUTOXOH/DHIA, BKIIOYas akTHBHOCTb (epMeHTOB M kodakropos (Wallace DC., 1993). Bropoii -
(axrops! BHEWIHEH cpe/ibl, @ HMEHHO XapaKkTep NMHTaHWA W aflcKBaTHOE NMOCTYILICHHE KHEaopoaa. T.0. UMEHHO Bo3zei-
CTBUE Ha (EPMEHTHBIE CHCTEMbl MHTOXOHApPHH, Ha NMHTAaHHE W OKCHUTEHALMIO MHOKApIa MOXET OKa3aTh JieueGHBIN
s ekt npH MUTOXOHAPHANILHOM NATOJIOTHHU Y AETEN.

B HacTosutee BpeMs 0oJibllioe BHUMAHHE B JICYCHNH MUTOXOHAPHANBHBIX PacCTPOICTB yaenseTcs Tepanuu L-
kapHHTHHOM (Campos Y et al., 1993; Winter S et al., 1995). L-xkapHUTHH y4acTByeT B TPAHCIIOPTHPOBKE XKHPHBIX KH-
cloT yepe3s MemOpaHy MUTOXOHApHIL. [To KaHHBIM MYNBTHLEHTPOBEIX HCCleOBaHMit AedHUUT L-xapHUTHHA onpene-
nsleTcs NPaKTHYEeCKH NPH BCEX KapAMOMHUOMATHAX M MHoNaTHaX Aerckoro Bospacta (Pierpont ME., 1993; Kothari SS,
Sharma M., 1998).

JlecaThbl0 KapauOJIOrMYECKUMH LIeHTpaMu AMepukud 6b11o nposesieHo ¥ B 2000 rogy omyGnuKkoBaHEI pe3yib-
TaTsl ABOAHOTO CIENOro UCCIeROBHHA IQPEKTUBHOCTH L-KapHUTHHA [UIA KOPPEKLMH KapAUOMHONATHYECKHX M TeMo-
JAMHAMHUYECKHUX PAaCCTPOIICTB Yy JieTeil NP KapAMOMHONATHAX, CONPOBOXAAOLUMXCH MUTOXOHAPHIBbHON AuCchyHKIMEH.
L-xapHUTHH Ha3Hawajcs cpokoM Oonee 2 Heaenb B cpeaHeit Ao3e 100 Mr/kr/cyTku. JleTn npn 3TOM NONy4alM CTaH-
JapTHYIO NOJIEPXKUBAIOLLYIO TEPAMIO HHOTPOIHBIMH NpenapaTtamMu, ANyPETHKaMH U N0 NOKa3aHUAM aHTHApPUTMHYe-
CKYIO Tepanuio. I'pynna cpaBHeHHs MoMyyajia TONbKO MOAIEPKUBAIOLIYIO Tepanuio. Pe3ynpTaThl ICUeHUsS NPHUBELEHBI
B Tabnuue 1.

Tabauya 1. Hcxoost MumoxonopuaibHsix Kapouomuonamuii na pone nevenun L-xappnumunom (221 6onvnoii; no
Edward Helton et al., 2000) |

Wcxon Neuenve KoHTpone Bcero P
L-KapHUTUHOM (145 BonbHbIX)
(76 6onbHbIX)
Ymepno 20% 23% 22% <0,05
YKusbi 71% 63% 66% <0,05
TpaHcnnawTauvs cepaua 9% 14% 12% <0,05

Mono6Hoe ABOItHOE cienoe ucciefoBaHue ObUIO NPOBEJEHO B APYIHX JBYX AE€TCKUX KapAHOJIOTHYECKHUX KIIH-
nukax CILIA (B Maaepe u Iloptaenae). Jlosa npenapata, CpOKM JIEUCHNS W OJYYCHHBIE PE3YNbTaThl NPUOAUIUTENLHO
te xe. (Susan C. Winter, Neil R.M. Buist, 2000).

Hcxons u3 BHILENPUBEACHHBIX JaHHBIX, 0 MaTepHaiaM Imy6iaMkalmi, a Taloke HCX0Ad U3 cOOCTBEHHBIX Ha-
Gnio/ieHnii, Mbl peKOMEH/TyeM NMpHUMEHATs L-KapHHUTHH npH Bcex (opMax KapAHOMHONATHIA B COYETaHWM ¢ MHONaTHei
B JIETCKOM Bo3pacte. J[03bl penapaTta MOryT BapbHpPOBaTh OT 15 MI/KI/CYTKH y OJAPOCTKOB U feTefl ¢ GonpiIoi Mac-
coii Tena g0 100-400 Mr/kr/CyTkH y fieTel IepBOro roja Xu3HH U JeTeil ¢ HU3KOM Maccoii Tena.
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Tepanns L-kapHHTHHOM OKa3bIBA€T HO3MTHBHOE BJIHSHHME KaK HA CHCTOJIMMECKME, TAK ¥ HA JHACTOJIMYECKHE
noka3sarenu Muokapza. [1o3ToMy npenapat MoOXeT NPUMEHATHCA Kak NPH MWIATALMOHHOM, TaK U NIpH rUnepTpoduye-
ckoil kapauoMuonatuu y aeteii (Visioli O et al., 1992).

IlpumeHeHHe KanoTeHa M APYrHX HHrHOHTOpoB AII® mpH KapAMOMHMONMATHAX € MHTOXOHAPHAILHON JHC-
¢byHkumeit y nereil 10 CHX NOp aKTMBHO AMCKYTHpYyeTCs. [Ipenapar umeeT JOATHI CTaX MPUMEHEHUS H €T0 HOJIOKH-
TENbHOE BJIMAHME BBIABJACHO NMPH HEKOTOPBIX HAMONATHYECKHX M CrElMpHYECKHX KapaHoMuonaTiax. [To uHomy seno
00CTOUT NPH MUTOXOHAPHAIIBHBIX KaPAMOMHONATUAX. [TpOBEiCHHbIE UINTENBHBIE MY/IBTHLIEHTPOBHIE JBOHHEIE ClEMbIE
MCCIEA0BAHHS TI0KA3bIBAIOT, YTO NPHMEHEHHE KaNoTeHa y AeTel ¢ KapAMOMHONATHEHR 1 MHTOXOHAPHANLHON AHChYHK-
uHeH JI0CTOBEPHO yXyAuwaeT NporHo3 3abonepanus. IIpuMenenue L-KapHMTHHA M KanoTeHa OQHOBPEMEHHO TaKKe
NOKa3bIBaET XYALMIi POTrHO3 y OOJLHBIX, NONTYYalOIHX KanoTeH (Tabnauua 2).

Tabauya 2. Hexoobt Kapouomuonamuii ¢ MUMOXOHOPUANbHOIMU HADYWIEHUAMU Y demeil Ha oHe nevenun L-

Kapuumunom u unzubumopom AIIP (no Susan C. Winter MD, Neil R. M. Buist MD., 2000)
Nevenne JleyeHne nnrmbutopom Ao Be3 uxruburopa Ao Bcero

L-kapHutuH (36 | KoHTponb (49 L-kapHutuH (37 | KoHTpons (91 (21360nbHbIX)

Wcxoa 60nbHbIX) 60nbHbIX) 60nbHbIX) 6onbHOW)

Ymepno ot KMN 11% 24% 2,5% 14% 14%

Ymepno ot ap. apuunH | 8% 2% 11% 2% 5%

YKusb! 64% 41% 84% 78% 68%

TpaHcnnaHTayua 17% 33% 2,5% 6% 13%

cepaua
P<0,05 P<0,05

B cpeaHem f03a kapHUTMHA cocTaBuna 96 Mr/kr/cyTku

Ellle 0fiMH BaXKHBIA acnexT JIeYeHHS MUTOXOHAPHANBHOM AUCQYHKLMM CBA3AH C OCYILIECTBICHHEM aAeKBaTHOM
OKCHIeHALlM¥ MMOKApZa U CKEJIETHBIX MBILIL U OCYLIECTBIEHHEM aIEKBATHOTO TKaHEBOro Apixanus. He cekper, uto y
GONbHBIX KAPAMOMHONATHEN CHIDKEH CEpAEHHBL BBIOPOC M HACBHILIEHHE KPOBH KHCIOpOIOM. CaGoCTh AbIXAaTENbHBIX
MBILLLL YCYTy0JISeT TMIOKCEMUIO. B ycnoBusaX HemocTaTka KHCIOPORA a3pOOHBIA TIHKONM3 CMEHAETCS aHAPOOHBIM,
MPOMCXOJUT 3aKUCIEHHE CPElbl, CHHXKAETCA KONHYECTBO TIIOKO3bI B CBIBOPOTKE KPOBH H YMEHBIIAETCH BHIPAGOTKA
AT®. Yay4iunts 10CTaBKY KMCIOPOJA TKAHAM MOXHO MCIIONb3Ys aIbTEPHATHBHbIE NEPEHOCUHKH KHCIOpoaa. B kiu-
HUYECKOI MPAKTHKE HAXOAAT MPUMEHEHHE TAKKE NPENapaThl, Kak UHTOXpoM-C (LUTO-MaK) M OKCHIeH (OKCH30H).

Ilo faHHBIM HAILMX KIMHHYECKHX HaOMoOMeHNH, 06a npenapaTa 0Ka3bIBAIOT AEHCTBHE HA AHACTONHYECKHE NO-
KasaTenu MHOKap/a, yiy4iias AHaCTONMYECKOe paccnabieHne CepAeHHONA MBIIILbI, U ONOCPENOBAHHO YIYHIIAKOT CHC-
To/nuueckue nokasarenu. Liuroxpom-C BBOANTCS BHYTPHBEHHO, YTO MO3BOJIAET MPHMEHATb €r0 KOPOTKMMHM KypCaMu
(06bryHO 10 BHYTPHBEHHBIX BBECHHH KaXIbIH KBAPTA) TONBKO B CTalyoHape. OKCH3OH M OKCHIeH — 3TO Hepopab-
Hble npenapathl (karK 8-15 kanens 3 pa3a B aeHb WK 1 Tabnetka 1-3 pasa B neHb). OHH MOTYT HCTIOB30BATHCA B
Ka4€CTBE MOJICPKUBAIOLLEH Tepanuy Ha AOMY.

Xopouwuit a¢dpexr nokaspiBaeT Ha3HAYEHHE HAPAMY C ATHTEPHATHBHBIMU NIEPEHOCYNKAMM KMCIIOPOAa AHXIIOP-
auerara. Ilpenapar HasHayaeTcs B 03€ 0 25 MI/Kr/cyT (enaTHHOBbIE Kancyisl) Ha 1,5 mecsua. Jluxiopauerar cro-
coOGCTBYeT Kak 6bl «NPUHYAMTENBHOMY) 3aBeplueHmo UuKia Kpebea 1 mepexofy nupyBarta B akTat, NOCKOJIbKY 6110~
KupyeT depMeHT npensTcreyiomuil 3toMmy (Whitehouse S et al., 1974; Jahoor F et al., 1994). Ilpenapar no3sonser Ha
20% moBBICHTB TONIEPAHTHOCTb K (PU3NYECKOH HArpy3ke, MPENMATCTBYET 3aKMCIIEHUIO Cpebl K CHOCO6CTBYeT BEIpaboT-
ke AT® (Stacpoole PW., 1984). Hawryumuii 3¢dext gocTHraercs B KOMGHHUPOBRHHOM JICUCHHH GONBHBIX ¢ MUTO-
XOH/PHANLHON MHMONATHEH N KapMOMHUONATHEN JUXJIOPALETATOM, AIbTEPHATUBHBIMU NEPEHOCUMKAMH KHCIOpOAa H
Ro3upoBaHHON ¢m3uyeckoil Harpyskoi (De Stefano N et al., 1995). 310 nossonser ao 10 pas yBenMuUTL TONEPaHT-
HOCTb K (JU3MYECKOi Harpy3ke.

BnaroTBOpHO A€HCTBYET Ha TKAHEBOE JIbIXaHHE H CNOCOOCTBYET TPAHCIIOPTY 3EKTPOHOB B ABIXATENbHON LEMH
MHTOXOHApH#H k0aH3nMQ10. TlpenapaT HaxoAMT WIHMPOKOE NMPHMEHEHHE NPH PAa3TMYHBIX HEPBHO-MBIIEYHBIX 3a6oe-
BaHHAX. BOJILHLIM MHTOXOHAPHANLHOH MHOTIATHE B COUETaHMH C KapAMOMHoNaTHel kosn3uMQ10 Ha3HavaeTcCs B 03€
OT 2 MI/KI/CyTKH IOBTOPHBIMH KypCami JUIHTENbHOCTHIO 1-3 Mecsaua (Bresolin N et al., 1990).

YeTBepTbiii acneKT JICYEHHS MHTOXOHAPHANBLHBIX PAacCTPOFCTB NMPU MHOMATHAX M KapAHOMHONATHAX (Cy6-
KOMMNEHCHPOBAHHAsA H KOMIICHCHPOBaHHas OPMBI) y NETEH CBA3AH C JICYCHHEM J03HPOBAaHHON DU3NIECKOI Harpy3koi
(Amold DL et al., 1984; Skinner JS et al., 1987; Dandurand RJ et al., 1995). Jleuenue Ha nepBbIi B3rAK napoJoK-
CILHOE, TIOCKONBKY OGBIYHO JOKTOpA COBETYIOT GOMNBHBLIM C KapAMOMHONATHEH M MHONIATHEN OrpaHHYMBATE QH3HYE-
CKYI0 Harpy3Ky. OnHaKo AMEPHKAHCKOH accouualHedl MBIIIEYHBIX AMUCTpoduil u AByMs kiMHHkaMH Kaname! 6su10
NpOBEAEHO KOHTPOJIHPYEMOE HCCNIElOBAHHE O BIMSHMM (U3MYECKOH HArpy3kH Ha GOJNBHBIX C MUTOXOHIPHANBHOM
naronoruedi (MUTOXOHAPHANBHAA MHOMATHA M CyOKOMIIGHCHpOBaHHadA Xapauomuonarus). B uccnepoBanusx GwUto
AOKa3aHo, YTO 103MPOBaHHAA (U3HUECKas HAarpy3ka ceaHcamu no 20-30 MUHYT 3-5 pa3 B HeJE/IO B TeYeHHe 8 Helens,
KOTOpas NpoBoAUTCS Ha Gerosoit nopoxke nof koutposiem IKI™ nossonser Ha 50% CHU3UTL YPOBEHb JIAKTaTa KPOBH,
Ha 71% yBesM4UTh HACHIICHHE KPOBH KHMCI0OpOnoM H Gonee yem B 2,7 pa3a IOBBICHTh YPOBEHH METaGOIMYECKH aK-
tusHoro AJI® (T. Taivassalo et al., 1995).

T.o. Tepanus MMTOXOHAPHAILHBIX HApYLIEHUi NPH KAPAHOMHONATHAX H MHONATHAX y JeTell Mo3sonser cy-

IECTBEHHO YJTYYIUHTb Ka4e€CTBO XKU3HH, TOJEPAHTHOCTb K PH3HNYECKOit HArpy3ke H CPOK KH3HM GOJIBHBIX.
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CUHOPOM CErPEHA-NTAPCOHA
lE.PyneHckan, H.B.XKypkoBa

Meanko-renernyeckuii Hay4uniii uentp PAMH, Mocksa

IMpakTHyeckas 3agaya Hawed paboTsl - Ha NpUMeEpe PEAKOro HacneACTBEHHOTo cuHapoMa Cérpena-Jlapcona
(CCJI) npuBnieus BHUIMaHHE K HaCNeICTBEHHBIM CHHAPOMaM, HMEIOIKM KinHIueckoe cxoactso ¢ JLIT, a Takke npo-
JIEMOHCTPHPOBATh COBPEMEHHBIE BO3MOXHOCTH FEHETHYECKOH AMarHOCTHKH.

IMpusoaum cobcTBeHHoe Habmoxenue, ABnsiouteecs nepsbiM B Poccud GHOXHMMYECKH M MOJEKYJSPHO-
reHeTHYEeCKH noATBepXaeHHbIM ciryuaeM CCJL

BonsHoii 111. BepBbie o6cnegoBan B Bo3pacte 4 1. ENMHCTBEHHBIH pe6CHOK 3M0POBBIX POAMUTENEH, PYCCKHX,
MOCKBHHYEH, HE COCTOAIHMX B KPOBHOM poacTse. CeMeiHblil anaMHe3 He oTarouleH. bepementocts (1-1) U poap! npo-
Texany pusuonornyto, MT npu poxaennu 3300 r, 3axpuyan cpady. C poxaeHns uMeach BRIpaXeHHas KOXHas na-
TOJIOrHA: ANQPy3HbIE MOKPaCHEHHE, CYXOCTh, LIeyllIeHne, 0TeYHOCTh ("0bU1 Kak B NaHUHpe"), AUarHOCTHPOBaHA HX-
THO3UOPMHas SpuTpoaepMHs. Hesposornieckoe coctosnue B nepeele JHH XU3HH He 6b1i0 TokenbiM. Ha 1-M Mecs-
1Ie J)KH3HH GBI BANEIM COHJIMBBIM, NIO3Ke cTan OecnokoeH. B 9 Mec. BhIgBIEH cnacTuueckuit Tetpanapes. K 1 r. camo-
CTOATENLHO HE CHJIEJI, XOTA MOJI3aJl, NBITANICH BCTABATh; JIENIETall, IOHHMaN HeKoTopbie coBa. C 1 I. NpHOCTaHOBWICA B
pa3BMTHH, HE MOABWIOCH XOAb0bl, peuH, HABLIKOB ONPATHOCTH, a mocae 3 JI. OTMeueHa OTpHLATeNIbHaA AUHAMUKA B
IBUraTenbHOM cepe: nmepectan monsarb, onUpaThes Ha Horu. OpHOKpaTHO Habmopanca ¢eGPHIBHEIN CyAOpPOXKHBIH
npunajaok Ha ¢poHe OPBU. B 2,5 r. nepenec ocTpslii nHenoHeHPUT, XPOHHIECKUX COMATHYECKHX 3abosieBaHuii Her.
BripaxeHHOCTb KOXHBIX H3MEHEHHI Co BpeMeHeM yMmeHbliw1ack. Habmonancs Heponaronorom ¢ auardosom LTI u
JIepMaToJIOroM C AHarHo30M UXTHO3U(OPMHOI pUTpoaepMHUH, 3a60eBaHHs paclIEHMBATUCH Kak He3aBucuMble. Ha-
pacTaHue ABUraTeNnbHBIX PACCTPOMCTB U JaHHbIE NPOBEACHHOH B CBA3H € 3TUM MPT (cM. HHXe) BLI3BAIH COMHEHHE B
auarnose 11, 1 ceMbs Obina HanpaBieHa B Hay1HO-KOHCYILTaTHBHBIN otaen MITHL] PAMH.

IMpu ocMoTpe obpamaloT Ha ce6a BHHMaHHE YMEpeHHbIE UXTHO3H(OPMHEIE U3MEHEHHA KOXH: CyXOCTh, Ye-
uryifyaToe 1eTyLIeHHE -TeHepaNH30BaHHble, onblle BbIpaXeHHbIE B AUCTANBHBIX OTAENAX KOHEUHOCTEH U MUHHMAIB-
Hbl€ Ha JIMle, MUIMEHTAlMA KOXKH MecTaMH ofbl9Has, MECTaMH Jierkad JpHTeMa; 3yJa HeT, MPUAATKH KOXH (3y0st,
BOJIOCEI M HOTTH) HE M3MEHEHBI; IOTOOTACNACHNE HE HAPYIICHO. B HEBPOJIOTHYECKOM CTaTyce: CHacTHUeckuil Terpana-
pe3 (BeIpaXkeHHbIH HIKHUI Mapamapes W HerpyOblil BepxHHil napanapes), He XOIMT, HE ONMHUPAETCA Ha HOTH. 3HaeT
GJIM3KHX, BCTYTIAET B SMOLMOHANBLHBIA KOHTAKT, TIPOABIAET HECTOMKHI HHTEPEC K MIPYIIKaM, NIOHMMAeT pAj CJOB
BLINOJIHAET MPOCTeiiiKe HHCTPYKIMH; peyH, HABBIKOB ONPATHOCTH M CaMOOOCIY)KHBAHHNSA HET, T.€. HMEET MECTO OJU-
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