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[epBoe HabnaeHWe nceBpornnepTpPodMHecKon muonatum npuHagnexuT E. Meryon
(1852). G.B.A. Duchenne B 1861 rogy onvcan 601bHOI0 € NCEBAOrMNEPTPOUHECKNM
MbILLEYHbIM Napannm4yom, 06paTvB BHUMaHWE Ha HEOObIYHOE COYETaHUE — YBENNYEHNE
MKPOHOXHbIX MbILL, C nporpeccupyroLlen MbiedHon cnaboctbto. Yacrota MO
HoweHHa BapbupyeT oT 9,7 0o 32,6 Ha 100 ThbiC. XMBOPOXAEHHLIX MasbY4MKOB.
Bbicokas pacnpocTpaHeHHOCTb 3abonesaHusi B NOMynsauuyv B 3HAYMTESIbHOW Mepe

CBsi3aHa CO 3HAYUTENbHOM YaCTOTOW HOBbIX MyTauui [1].

BBEJIEHHUE

bonesnp HacirefyeTcss MO peneccUBHOMY,
crieruieHHoMy ¢ X-xpomocomo# tumy. Okoso 1,/3
CJIy9aeB SABJIAETCHA PE3YJIBTATOM HOBBIX MyTaI[Hit
[Saito K. et al., 1992]. B renernueckux ucciaeno-
BAHMAX OBLIO YCTAHOBJICHO, UTO GOJIE3HD CIETLIe-
Ha ¢ Jokycom Xp21. Y 8-10% GobHBIX ycTaHOB-
JIEHO HAIMYHE UHTEPCTHIHAIbHBIX JeJIeIHil
xpomocombr Xp21 [Patil S.R., 1985; Wilcox D.E.,
1986]. Ogaum u3 BaXHEMNIUX JOCTUKCHUUN
MOJIEKYISIPHOM TEHETHKN ABHIACH HACHTH(PHKA-
s TeHa MPOrPECCUPYIOMEN MBIIEYHON IHC-
tpodun Jomenna [Koenig M., 1987] u npoayk-
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Ta reHa - uctpoduHa u ero msopopm [Hoffman
E.P. et al., 1988]. dror ren umeer Gonee 70 3k30-
HOB, KOJUPYEMBIA 3THUM T€HOM z[I/ICTpO(pHH
cocrout u3 3685 amuHOKHCIOT. MyTanuy, mpu-
BOJIIMIIE K MOJHOMY HApyIICHHIO CHHTE3a JIVC-
TpPO(HHA, TPOABITIOTCS KIMHIIECKNM (PeHOTH-
IIOM TIPOTPECCHUPYIONIEH MBIMEYHON AUCTPOPHUN
Hwomenna [Saito K. et al., 1992]. Ycranosneno,
uyro 54-65% ciydaeB Gose3HH OGYCIOBJICHBI
Jeneramu resa guctpogusa [2]. Jloxarusanmsa
Jelenuii TeHa AucTpodrHA HpeponpeneseT
PHCK TIOBTOPHOTO 3a60JIEBaHUS B ceMbe. B ciy-
Yae IPOKCUMAIbHBIX JETCIUI MOBTOPHBIA PUCK



TPASARATEa

3abomnesannst cocrasmsier 30%, Torza Kax mpu
aucTanbHbix genenuax — 4% [Passos-Buenos
M.R. et al., 1992].

KPUTEPUU JUATHO3A
OCHOBHBIMY JUATHOCTHYECKUMU IPU3HAKAMU

MPOTPECCUPYIONMEH  MBIMEYHOH AUCTpOpUN

JlrorieHHA SIBJISIIOTCS:

® PpEIECCHBHBIN, CHEIVIEHHBIN ¢ X-XPOMOCOMOK
THUI HACJIEJIOBAHNS,
Hayaslo 3a001eBaHM B Bo3pacTe 2-5 Jer;
c1abocTh U aTpoUU MBI  Ta30BOTO
U IUIEYEBOT0 HOsCA, TPOKCUMaIbHBIX OT/EJI0B
BEPXHUX KOHEYHOCTEH;

® TCEBJOTUNEPTPO(UN  NPEUMYIIECTBEHHO
MKPOHOKHBIX MBIIIIIT;
KapAUOMUOIIATHS;
BBIPAKECHHBIE KOCTHO-CYCTABHbIE M3MEHEHUS
(cK0IMO3, HOSACHUYHBIIA TUIEPIOPL03, fedop-
MaIlUU FPYAHON KJI€TKU U CTOI, KOHTPAKTYPhl
KPYITHBIX CyCTaBOB, OCTeOnopo3 [3]);

® NPU3HAKA INEPBUYHON MBIEYHOU JUCTPO-
(bun B GHONTATAX CKEIETHBIX MBIIIIY;

® NEPBUYHO-MBIIEYHDIA XapaKTep M3MEHEHUN
IPU 3IEKTPOMUOTPApIYECKOM UCCIIEJOBAHUY;
MPT-narTepH npu BCCIET0OBAHNH MbIIIIII;
OBICTpOTIPOrpeccupymonee Te4eHne ¢ Tay6o-
Kol nuBamausanuein k 10-15 rogam.

JTUPOEPEHITUAIBHBIN TUATHO3

[IM /], [lionmenna Heo6XoauMo AudgepeHIupo-
BaTh OT JIPYTUX MCEBAOTHIEPTPOdraecknx (opm
IPOTPECCUPYIOMIX  MBIMIECYHBIX JHUCTpOduii,
BPOK/JICHHOHN JUCTITA3MH Ta300€PEHHBIX CyCTa-
BOB, BI/ITaMI/IH'D'pe?)I/ICTeHTHOI‘O paxura u 1p.

Taxum o6pasom, [IM/] Jlomenna — Tsxenoe
HACJIeICTBEHHOE HEPBHO-MBIIIEYHOE 3a00JIeBa-
uue. Y 6oapmuHcTBa 601pHBIX ¢ [IM/] omenna
BBIDAKEHA KOCTHAs IIATOJOTHS, Hamboiee
TUNUYHBIMUA B PAHHUX CTAJUIX 3a00J1€BaHUSs
ABJIAIOTCA  CKOJHMO3, TIOSICHUYHBIH JTOPJIO3,
AeopMaI TPYAHOH KJIETKH, OCTEOMEHMH.
I[IporpeccupoBanue MHOIUCTPOPHIECKOTO PO~
Iecca, a TAkKe IPHEM ITIOKOKOPTHKOCTEPOUIOB
(MCTIOMB3YIOTCS TP 3TOM 3260I€BAHNH C I[ETLIO
CHIDKEHUSI CTEIICHHU ITPOrPECCUPOBAHMUS IATOJIO-
TIYECKOTO TIPOIIECCa) YCYTYOISIOT KOCTHO-CYCTaB-
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HbIC HapyH.[eHI/IH, HpI/IBOZ[H K Bpra}KeHHOMy
OCTeOHOp03y. CI/ICTeMaTI/ISaHI/IH yHI/IKaJII)HbIX CJIy-
JaeB COUETAHMIT OOJIE€3HN C PA3THIHLIMU TATOJIO-
TUYECKNMU COCTOSAHUAMU UMEET UCKIIOYUTECIb-
HO BO)XKHOE 3HAYCHME JUIS N3YICHNS KIMHITIECKO-
ro HoIMMOpP(pU3Ma U BO3MOKHON T€HETUIECKOM
FeTePOreHHOCTH 3a00JI€BaHUA, MOUCKA HAHGO-
1ee 3((PEKTUBHBIX CUMITOMATUYECKUX CPEACTB
Tepanuy ¢ TEJBI0 YAYINICHNS KadecTBa KU3HN
GOJIbHBIX C ATUM TSDKEIbIM 3a00ieBanueM [4].

Ienpio paboThI GbLIO: UCCIEAOBATD MOKA32-
Tesn (pochopHO-KIBIUEBOrO 0OMEHA, CTEIEHb
ocreonoposa y gereit ¢ IIMJ[ Jomenna, oue-
HUTD BJIUSHAE KOMILUIEKCHOM TepaHI/II/I MeTa6OJH/I‘
TaMu BUTaMuHa D, npenaparamu kanbiys u (poc-
¢dopa Ha nokasarean (HochopHO-KATBIIEBOrO
obMeHa, MIHepaIbHOU IoTHOCTH KocTH (MITK)
U MapKepoB KOCTHOTO METabOIM3Ma y jAeTeit
¢ [IMJ[ /liontenHa B CpaBHEHUU € HALUEHTAMU,
HE HOJIY‘I&BH_II/IMI/I JICYCHU.

KIMHUYECKAA XAPAKTEPUCTKA

I'PYIIIT 1 METO/AbI OBCJIEJOBAHUA

Bouto obcaegosano 25 greret ¢ [IM/I [lromenta
(AMarHo3 MOATBEPXKIEH MOJEKYJISPHO-TEHETHYE-
CKHM MeToioM) B Bo3pacrte 9-15 ser. 15 gereit
(1-s1 Tpynma) peryaspHO MOMYYaIA TEPAIHIO METa-
GosmTaMy BUTaMuHA D, mpemaparamy KajbIys
u pochopa; 10 gereit (2-1 rpymma) — Tepanmo
MeTabOIUTAMU BUTAMUHA D, IpernapaTtamu Kalb-
s 1 pocpopa He TOTyIaIN (WK JAHHOE JIede-
Hue GbUIO0 HecucrematuyeckuM). Jsi oreHku
nokazateaeil (pochOpHO-KATbIIEBOTO 0OMEHA
HCCIIEI0BAJIH YPOBEHD OOIIET0 1 HOHH3UPOBAHHO-
ro KambId, pocopa KPOBH U KATBIIUS B CyTOU-
HO MoOdYe II0 OOENPUHATOH METOJUKE.
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Cozepxanue 25-TuppoKcHXOIeKaIbIUpEPOIA
(25(OH)D), maparupeoupnoro ropmona (ITTT)
B KpoBHu omnpegensin Merogom HM®PA-nabopos
(CHIA). st OLieHKH COCTOSIHUSI KOCTHOTO OOMe-
Ha ONpEETSUI YpoBeHb ocTeokanbimHa (OK),
C KOHIIEBOTO TEJIOHENTHA KoJUIareHa 1-ro tuma
(CTx). MIIK onpenensuii B HOSACHIYHOM OTZEJE
[O3BOHOYHIUKA, IIPOKCHMAIBHOM OTJeJIe GepeH-
HOI KOCTH U B IUCTAILHOM OT/EJI€ JTy4eBO KOCTH
METOJIOM JIByX3HEPTETUIECKON PEHTTEHOBCKON
a6copouuomerpuu (DEXA) - nencuromMeTpun.

PE3YJIbTATBI

V¥ 23 nereit (92%) moxaszarenu ob1IEr0, MOHU-
3MpPOBAHHOTO Kalblma u Qocdopa ObLIH
B HOpMe. Y 2 siereit (8%) orMedanach rUNOKaIb-
nuemus. 40% perell UMeaU MOBLIMIEHHBIN ypo-
senb OK u CTx. Copepsxanne 25-runpokcuxose-
xanbidepona (25(OH)D) y 80% aereit ¢ IIMJ]
JliomenHa  OBUIO  3HAYUTENIBHO  CHUKEHO.
BropuyHblil runeprnapaTupeos  oTMevaycs
B 60% ciygaes. Ocreonenus (110 JaHHBIM JEHCH-
TomeTpun) y Aeteit ¢ [IM/] loneHna BhIsSBICHA
B 60% ciydaes, ocreonopos — B 32% cirydaes.

B 14 rpynme gepes 12 Mecsanes nocie Havama
JedeHns1 (KOMILIEKCHASI TEPAus AKTHBHBIMU
MeTa6OJII/ITaMI/I BUTAMUHA D, npenapaTaMI/I KaJIb-
s 1 gocdopa) BBITBICHA TOCTOBEPHAS TIOJIO-
JKUTC/IbHAI JUHAMUKA ypOBHﬂ napaTI/IpeoymHoro
ropmoHa kposu or 101+5,1 nr/min no 65+
7,4 ur/mn (p<0,05), B To BpeMs Kak BO 2-if rpym-
me auHaMuKa oTcyrcrBoBata (98,6+4,7 mr/mia
u 96,2+3,1 nr/wi). Ilpu ucciepoBanuu Mapke-
POB KOCTHOTO META00JII3MA BBISIBJICHA HOPMAJIH-
sanms ypoHsa CTx or 0,88 (0,6; 1,1) mr/mn
ucxogHo 1o 0,45 (0,3; 0,6) ur/mi yepes 12 mecs-
nes u OK or 44,5 (31,6; 54) ur/mx 1o 27,6 (16,5;
34,1) mr/mx (p<0,05) B 1-# rpynme (Ha Tepanum).
Bo 2-# rpymie Tak:xke OTMEYANT0Ch NCXOZHOE TOBBI-
IICHNE KOCTHBIX MApKEpPOB, KOTOPBIE Yepe3 Tof
oCTaBIICH B IIpexHuX npejetax (CTx 0,74 (0,6
0,9) ur/m ucxozauo u 0,78 (0,6; 1) ur/m1 yepes
12 mecsmen). OK ncxoano 39,6 (28,1; 47) ur/mn
u 36,5 (34,4; 52,4) ur /M yepe3 12 mecsues.

B rpyHrIe JI€e4Y€eHNsI B IIOACHUYHOM OTZAEJIC
II03BOHOYHMKA, JAHCTAIBHOM OTJeJe Jy4eBON
KOCTH, IPOKCUMAIBHOM OTAelIe GeapeHHON
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MPAKIKIKA TPYAHBIV NALMEHT

KOCTH BbIABJIEH JocTosepHblil mpupoct MIIK
Ha 8% 1o Z-kpurepuio yepe3s rog. Bo 2-ii rpymme
CTaTUCTUYECKU 3HAunmMbIX usMeHenuit MIIK
HE BBISABJIEHO.
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1. MiameHeHne cocTOSHMSA KOCTHOTO OOMeEHa,
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HBI B GOTBIIMHCTBE CyJacs.

2.V pereir ¢ IIMJl /liomenna orMedyansoch
BBIPKCHHOE CHIDKEHUE YPOBHSA 25-THIPOKCHXO-
nexamprudepona (25(OH)D3) B kposu, urto Tpe-
OyeT He3aMeTUTEIbHOTO HA3HAYCHMS IeYeOHBIX
103 Butamuaa D.

3. C mespio KoppeKuy JAeduiyra BUTAMUHA
D, ocreonenun u ocreonoposa y gereii ¢ IIM/]
JomenHa 11€1ec006pa3HO NCHOMb30BATH KOM-
IUIEKCHOE JIEYEHHE — MPenapaThl KaabInsa U (poc-
(bopa, AKTUBHDbIE META00IUTHI BUTamMuHa D.

4. B mepcrexTuBe HEOOXOAUMO NPOBEIEHIE
HCCIEIOBAHAN MO HCTOJIb30BAHUIO B TEPAIAN
0CTEOTNOPO32 Y JIeTel € TSKETBIMU 3a60ICBaHNUS-
mu (IIM/J] JlromenHa) Takux 3 QEeKTUBHBIX Ipe-
apaToB, Kak O6mcocpoHATH (B HACTOSIMEE
BpeMsa HX HCIIOJb30BAHHEC OIPAHUYCHO B JACT-
ckoit mpaxruxe). EL
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