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6os1e3Hel Ne 2

Bonesnb I'ome (BI') — ayrocoMHo-peneccuBHoe 3a0oneBaHue, 00ycJI0BJIeHHOE
MYTAIUSIMA B CTPYKTYpHOM reHe B-D-ritoxkonepedpo3naasel, pepmenta, npucyTer-
BYIOLIEro B JH30C0MaX BceX THIOB TKaHel. MIsMeHeHne CTPYKTypEI ¢epMeHTa B pe-
3yJbTaTe FeHHBIX MyTallUii BeleT K HapyIIeHHUIO pacllellJieHus IIoKouepedpo3na,
KOTOPBIi HakanIuBaeTcs B KjleTkax BcexX TkaHei. Ilpn BI' Beigensior Tpu THna B
3aBHCHMOCTH OT HAJIM4YHA HEBPOJOIrMYeCKHX NPH3HAKOB: HeHeHPOHONATHYECKHH;
OCTpBIH HeMpOoHONATHYeCKHH; XpoHM4YecKui HeliponomaTudeckuii. B umccienosa-
HHMH, JHATHOCTHKe U Jedennn BI' nocnenoBarebHO pean30BajNCh BCe METOAMYe-
CKHe NOJXO]bl, MpPHCYIINe HACJEACTBEHHbIM 00Jie3HSAM o0MeHa. OHM BKJIIOYAKOT
aHAJM3 NATOJI0IHYeCKHX MeTa001uToB, AedeKTHOro (pepMeHTa, MYTAHTHOIO IeHa,
MeTo/bl pepMeHT3aMeCTHTeNILHOM Tepanuy, cy0cTpaTIoNABIAIOIIEH M TeHoTepany.

Kniouesvie cnosa: oemu, 6onesns I owe, memoodul pepmenm3amecmumensHol mepanuu.

Beenenue. MenunuHcKas oOLIECTBEHHOCTh pAza
crpad B 80-€ rojpl MHHYBIIETO CTOJETHs oOpaTmna
BHUMaHHE Ha penkue 3aboneBaHus. Penkue wimm «op-
(anHbple» 3a007€BaHMA — O9TO IATOJIOTHA, KOTOpas
BCTPEYaeTCs C HE3HAYUTENIBHOH YacTOTOH, JXKU3HEYT-
POXKaroIIasi WA XPOHUIECKH HPOrPECCHPYIOIIAs, MpH-
BOIAINAS K CMEPTH WIM HHBAIMAHOCTA. B MupoBoi
[IPaKTHKe pPa3paboTaHbl KOJIMYECTBEHHBIE KPUTEPHU
penkux 3aboseBaHuil. B pa3nu4HBIX CTpaHaX OHU Baph-
upyrot oT 1 Ha 1500-2500 yenoBex HaceneHws CTPAHBI.

B rocynapcrBax Epomneiickoro corosza (EC) Ha-
cunuThIBaeTCA Ooyiee 25 MIH YENIOBEeK, CTPaJalolluX
pa3Ho0OpasHBIMH penKHMH 3a0oseBanusIMy, B Poccun
Takux Jrogei oxkono 1,5 muH yenosek. B CIHIA, Smo-
Huu, Cuaranype, AscTpanuu, ctpaHax EC nmpuHATHE
3aKOHBI, CTUMYJUPYIOIINE HAYYHBIE M IPOU3BOACT-
BEHHBIE LIEHTPHI 10 Pa3paboTKe CPeACTB TUArHOCTUKH
1 nedeHns 3TuX 3aboneBanui [3].

®opmynapeeiM Komuretom Poccuiickoit akane-
MHH MEIUIHUHCKHX Hayk B nekabpe 2007 r. co3maHa
IpodeccronanpHas ciryx06a N0 peaxuM 3abosieBaHU-
sM, TpeOYIOIIUM JOPOTOCTOSANIErO JIEHEHHs, KOTOopas
oObenuHAET HAay4HBIX HCCIENOBaTeled, Bpauei, Me-
HEJDKEPOB 3/IpaBOOXPAaHEHHs, IPOBU30POB M IAallUEH-
toB. Ilensto co3manms IlpodeccronanbHON Ciryx OB
SIBJISTIMCH OOINECTBEHHBI MOHUTOPHHT 32 peanu3alyeil
MPOEKTA MO0 7 PEAKUM HO30JIOTHAM: reMo(puIus, MyKO-
BUCLMO03, Tunodu3apHsM HaHH3M, Oone3np Iomre,
MHEJIONIENKO3, pacCEeSHHBIH CKIEpPO3 MOCIEe TPaHCILIaH-
Talll OpraHoB W (WiIM) TKaHeH, OleHKa IWHAMHKHI
Ka4yecTBa JXU3HH TMAlMEHTOB, WX YIOBJIETBOPEHHOCTH
cuTyalueil ¢ JeKapCTBEHHbIM O0ECIeYeHHeM U Meau-
IMHCKOW momouipio B nenoM. B ampene 2008 r. pe-
3ynpTathl pabotsl IIpodeccnoHansHOM ciyxOb! 01006~
peusl Ilpesunmymom PAMH. Beiio BhIHECEHO peliie-

HHE O IOATOTOBKe IpoekTa I'ocynapcTBeHHON LieneBoil
nporpaMmsl 0 penkuMm 3abosneBaHusM. OCHOBHBIE
CTpaTernyecKre MoJOKEHH MPOrpaMMEbl: [EHTpaIn3a-
sl BOIIPOCOB CIIOXKHON MUATHOCTHKU B (hefeparbHbIX
LEHTpax U uX (uinaiax, NEeHTPAIN30BaHHOE U IIEPCO-
HU(UIMPOBaHHOE JIEKAPCTBEHHOE 00ECIIeYeHNE, HHIIH-
BUIyaJIbHBI MOHUTOPHHT, CIIELHAIBHBIE METOABI pe-
THCTPAllil MEJUIUHCKAX TEXHOJIOTHH, OTKPBITOCTH
IIPOrpaMMsl [2].

Haubonee wu3yueHHOH cpeAnM peAKHX JIHU30CO-
MaJIBHBIX O0JIe3HEH HaKOIUIEHUs sBiseTcs OOJe3Hb
Toure (BI') OTo renerudeckoe 3abonepanue, 00yCIOB-
neHHoe aedexrtoM nuzocoMHOro depmenra S-D-riro-
KO3UIa3bl U XapaKTEepU3yeTcsl HAKOIUIEHHEM KIIETOK
Tomre B KOCTHOM MO3re, NEYEHH, CENE3EHKE, I'OJIOB-
HOM MO3re W JAPYTHX OpraHax. BmepBrle omnmncaHHe
6one3nn ome omybnukosano P. Gaucher B 1882 r.
[3, 4, 8]. lenenue BI' Ha Tpu THUIIa OCHOBBIBAE€TCS Ha
npucyrcTBun (1 Tum) wiam oTcyTcTBUM (THUIBI 2 U 3)
HEBPOJIOTHYECKHX cuMnTOMOB. KimuHuueckue ¢eHo-
THUIIB] BCTPEYAIOTCA C Pa3auyHOM dacToTod. CamMbpiMu
yacteiMu sBisgerca tun 1 BI' (wacrora 1:40000 no
1:60000 B pa3HBIX MOMYJLINMAX), THIEI 2 U 3 BCTpe-
yajoTcsa peke (mpumepHo 1:100000). 3abonepanue
OIMHAKOBO YAaCTO BCTpedaeTcs y JHI 00O0ero moiua.
Camasi MHOTOYHCIIEHHAs: KOTOpTa MallMeHTOB BKIII0Ya-
et aereit o 10 ner.

B kauecTBe OCHOBHBIX HAarHOCTHYECKUX METO-
nuKk npu Bl mcnone3yroTcs: m3MepeHHe aKTHBHOCTH
[-D-rnroxo3unassl B TEHKOLUTAX; MOJIEKYJIIPHO-TEHE-
tuueckuii aHanu3. Koutpones 3a 3¢ddexruBHOCTHIO
IPOBOAMMOM TEpamuy MPOBOJUTCS IO OIpPENETIEHUIO
YPOBHS XUTOTPHA3UIa3bl B CHIBOPOTKE.

PesynpTaThl MOJIEKYJIPHO-TEHETHYECKOI'O aHa-
JIu3a B MUpPE NEMOHCTPHPYIOT BO3MOXHYIO KOHIIEH-
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Mpo6nembl 3gpaBooxXpaHeHUs

TPaLUIO OTAEIbHBIX MyTalMid B PasiM4HbIX ITHHYE-
ckux rpynnax. Jactora cnenuduyeckux MyTaHTHBIX
aieneil BapbUpyeT B pasHbIX nomymauuax [1]. Ham-
6onee yacteie mytanuu N370S, 1.444P, 84-85insG u
IVS2+1G—A cocrasnsaor Oonee 96 % MyTaHTHBIX
anseneid y OOJBHBIX €BpeeB allkeHa3u U MeHee 75 %
MYTaHTHBIX ajuiesiedl y OOJBHBIX IPYTHX HAIMOHAlb-
Hocreit. B Slnonun cpenu 60spHBIX ¢ Oose3Hbko [omre
He BbisBieHO MyTtammi N370S u c.84-85ins G, a nau-
Gojiee yacTBIMH SBJSIIOTCA MyTaruu 1.444P u F2131
[4, 8]. B mopTyranbckoii momyiasaiuud OONbHBIX MyTa-
st N370S cocraBiser 63 % MyTaHTHBIX aJUleneH,
yacTo BcTpewarorcs 2 penkue myramun — G377S u
N396T. B IlIpenuu yacto BcTpeyaercsa 3 TUI OOJIE3HU
Iomre, GonbHBIE SBJIOTCS TOMO3MIOTaMH IO TOYEY-
HbIM MyTanusaMm L444P.

Vmurironepasa nokasaHa A1 HCHOJIB30BAaHUA B
Ka4ecTBE MOXXH3HEHHOH (PEepMEHTHOH 3aMECTHTEINb-
HOU Tepanuu OGONBHBIX C IOATBEPKIEHHBIM JHAarHo-
30M Oone3nu I'ome Tunos 1 u 3, y KOTOpBIX UMEIOTCS
KJIMHAYECKH 3HAUHUMBIE HE-HEBPOJOTMYECKHE IIPOsiB-
nenus 6oae3nu [5, 6].

Tepanus MMUIIIIOLEPA30H OKAa3bIBAET TaKOE K€
ZEHCTBHE, KaK U NPUPOJHBIA 3H3UM, IPEACTaBIAs UC-
TOYHHK JEHCTBYIOIIEH IIIFOKOIEpeOpo3naassl B KiIeT-
KH, TII€ €CTh €€ AS(UIUT, U CHUKAET HAaKOIUIEHHE IIII0-
kouepebpo3uza. Ilon meiicTBeM MMHITIIONEPa3bl HPO-

MCXOJUT THIPOJM3 TIIMKOIMIHAA IJIoKonepebpasuna
IO TJIIOKO3BI U IiepamMusia 1o oObIYHOMY IIyTH MeTabo-
nu3Ma MeMOpaHHBIX JIMIHIOB. B CBsI3H ¢ reTeporeHHo-
cTeio Oonie3nu I'omre no3za llepesnma iia Kaxaoro ma-
LHEHTA NOJDKHA MOAOHpaThCi HHIUBHIAyaIbHO. J03a
MOJKET MOBBIIATHCS WK CHIDKAThCA, B 3aBUCHMOCTH OT
YCHEIIHOCTH MOCTHIKEHHs KIMHHYECKUX LeJIel Ha oc-
HOBaHHH OLICHKH KJIIMHMYECKHUX NPOsBIEHUH [7, §8].

Hennb paGoThi: OLEHUTh KIMHHUYECKHE OCOOEH-
HOCTH IanueHTOB ¢ Ooie3npio I'ome YenaObuuckoit
obnactu Ha (oHE NpUMEHEHUA (GEPMEHTO3aMECTH-
TEJIbHOH TepaIum.

Marepuansl u MeToabl. B paboty Briroueno 11
MAaIMeHTOB ¢ Oone3Hbio [omre, 3aperucTpupoBaHHBIX
Ha Tepputopur YensOuHckod obnacTH; KIMHUYECKUN
MeTOA (YYUTHIBas MPOCIEKTUBHBIN XapakTep HaOIo-
neHus B Tedenue 30 jer, uccienoBaHUE HOCUT IPoO-
IOJIbHBIA XapakTep); OMOXMMHUYECKHH METOH Hccie-
JIOBaHUsA (M3MEPEHHE aKTUBHOCTH [-D-riroxo3uaassl
U XUTOTPUO3MIA3b]); TUCTOJOTHYECKUI METOI Hcclie-
JIOBaHHS.

Pe3synbrarel obcienoBanus. Beero 3a 30-nert-
HUH TIeproJ HaOJIIOJCHUS B IETCKOM OHKOT€MAaTOJIOTH-
yeckoM IeHTpe T. YemstOuncka Habnromanocs 11 mereit.
CpenHuil BO3pacT Ha MOMEHT JOUAarHocTUKU 4 roja.
Knuanyeckuil GeHOTHIT IeTEpOreHeH, HO HU OJHOTO
ciydas ¢ HeHpOIaTHYeCKUMH IPOSIBICHUIMU HE 3ape-

KnuHuyeckue oco6eHHOCTH NaumneHTa ¢ 6one3Hbio lowe Ha cboue Tepanuu

ITapenxumarosnsie | Iloxazaremm XuTOoTpHa-
Kimmanueckue OpraHbl KpOBH Kocrarie 3uzasa
Jara Jleuenue
0COOEHHOCTH Ileuens, | Cenesen- | Hb, T, U3MEHEHUs (HopmMma o
cM Ka, CM r/n | ThIC. 200 aM/mr/9)
1985 r. |/Inarno3 ycTaHOBIICH: +4 +6 108 84 |Ha penrrenorpagum B|He onpene- |3amecTuTens-
(2 roma) |B MyHKTaTE KOCTHOTO JIWMCTaTIbHBIX Auadu3ax |1sinach Has U CHMII-
Mosra ki1etkd [ome; OeIpeHHBIX KocTel — TOMaTH4ecKast
TenaToCIUICHOMETaJIHs; IIMPOKHE TIOJOCH! TIPO- Tepanus
TPOMOOIMTONICHHUS CBETJICHHUI
1990 r. |KonTtponsHoe 06cneno- +4 +6 80 75 |Ha pentrenorpadun |He ompene- |3amecTureins-
(7 ner) |parmme B [HI] PAMH OoYaru JecTpyKLUHI JIach Has ¥ CUMII-
r. Mocksa. [luaraos B HIDKHEH TpeTH TOMAaTHYeCKast
6one3nu I'omme nmoaTBep- obounx benep Teparus
JKJIEH; PEHTT€HOJIOTHYE-
CKHe U3MEHEHUs OenpeH-
HBIX KOCTeH
1995 r. |CoxpaHeHHE remaTo- +4 +6 82 72 |llpexHue He onpene- [3amectutens-
(12 ner) |cruieHOMETAIUH, aHEMUH, JIs1ach Hast U CUMII-
TPOMOOIIUTONIEHHH TOMaTH4ecKas
Tepanus
2003 r. |Hapacranue aneMuu +4 +6 37 77 |lpexuue He ompene- |3amectutens-
(20 neT) JIsiIach Hasi ¥ CHMII-
TOMaTHYeCKast
Tepanus
2007 r. |TlomoxwuTenpHas peHTTe- +4 +7 88 78 |Ha pentrenorpadunfl3968 Tepesum
(24 rona) [HonOrHYeCKas AMHAMUKA OYaru JAECTpyKUMH B|HM/Mr/4 U3 pacueTa
OeqpeHHbIX KOCTeH, OI- HIDKHEH TpeTH obomx 25 en./xr
peneneHue ypoBHA XH- Gemep He ompenens- X 2 pa3a B
TOTpHa3U/a3bl, Ha3Haue- 10TCA MecsI
HHE [lepe3nmMa B ekabpe
2009 r. |Yiy4mieHue TreMaTolio- +4 +7 125 | 170 |Her He ompene- |Liepe3um
(26 5et) |ruyecKux moxasaTeseH JIs1ach W3 pacyeTa
25 en./xrx 2
pasa B MecsIl
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Puc. 2. YpoBeHb NapeHXMMaTO3HbIX OpraHoB

THCTpUpPOBaHO. BoJIBIIMHCTBO NanKeHToB ObLIO 0bCie-
JIOBaHO B MeJuKo-reHetudeckoM nenrpe PAMH u um
noarBepxaeH | Tun Gonesnm ['ome. Yactora 3toro
HacliencTBeHHoro 3aboneBanmsa 1:100000, uro HuMKE
OOIIENPHUHATBIX [OKa3aTeneil MOYTH Ha MOJOBHHY.
JroT akT, Kak U OTCYTCTBUE MAIFIEHTOB €O 2 U 3 TH-
namu 0one3Hu [omie Takke CBUAETENBCTBYET O CYIIeE-
CTBEHHBIX JeeKTaX AUArHOCTHKH JAHHOW MATOJIOTHH.
YuuThiBasi BHICOKMHA MHIEKC MEXHAIIMOHAJILHOU accH-
MUIAIMA Ha TEPPUTOPHHU Ypana, He NPeloCTaBIsIeTCs
BO3MOKHBIM JOCTOBEPHO IONTBEPIUTE IPHHAJUIEKHOCTH
MAIKMEHTOB K STHUYECKOHN IPYIIIE €BPEEB alIKEHA3H.

Knunuueckuii npumep:

[anwment E 75.2/01

B urone 1985 roxa o6cnenosan B UenaOMHCKOM
001aCTHOM AETCKOW KIMHUYECKONW OOJIBHUIIE, BBICTAB-
nen auaruo3: bonessp I'ome 1 Tuna (cm. Tabnuimy).
Huarnos noareepxaex B HII3I PAMH B 1990 roxy.

Tlomy4yan CHUMOTOMAaTHYECKYI0 W 3aMECTHUTENb-
HYIO Tepaluy.

B nos10pe 2007 roza BHepBbIE IPOBEAEHO UCCIIE-
JI0BaHHE aKTUBHOCTH (hepMeHTOB S-D-riroxo3unassl,
KoTopas cocraBmna 1,2 HM/Mr/4 (pe3ko CHIDKEHa),
xurorpuasunasel — 13968,0 EMAMY ®D/mn/u  (pesko
noseiieHa). C 1 momyroaus 2008 roma mpoBoauTcs
(depMeHTHas 3aMECTHUTENbHAsl TEpamus IpenapaToM
Lepe3um B no3e 25 en./Kr Macchl Tena BHYTPUBEHHO,
KaneabpHo 1 pa3 B 2 HefenH. AJUIEPTHYECKON peakIuu
Ha Mpernapar He OTMEeYaloch. BBUIO BBISBIEHO, YTO
npumenenue [{epe3rma NpUBENO K YIYUUICHUIO TeMa-
TOJIOTMYECKHX U KOCTHBIX IOKa3atenelt (puc. 1, 2). Ha
(hoHe MPOBOAMMON Tepanuy MOKa3aTeNnyu XUTOTPUA3H-
I1a3bl OOJIBIIE HE OIPEIEIANUCE.

Takum ob6pa3zom, auarHoctuka Oonesnm ['omre

TpeOyeT NpOBEIEHUs KOMIUIEKCHOrO 0O0CIeI0BaHMS,
KOTOPOE TO3BOJIET MPABHIbHO YCTAHOBHUTH AMATHO3,
a 3HAYUT HA3HAYUTH TEPAIMI0 HA paHHEH CTaauu 3a-
OoneBaHMs M YAYYIIUTh KA4eCTBO XHU3HU JETEH C
JaHHOM MaTOJIOTHEH.
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