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6osne3sHell Ne 2

Boae3np I'ome (BI') — ayrocomHo-peneccuBHoe 3a0oJieBaHue, 00yCI0BIeHHOE
MYTallMsIMU B CTPYKTYpPHOM reHe B-D-ritokonepedpo3unassel, pepmenTa, NpUCyTCT-
BYIOIEro B JIM30COMAaX BceX THNOB TkaHeill. 3MeHeHUe CTPYKTYphI ¢epMeHTa B pe-
3yJbTaTe FeHHbIX MyTaluii BeAeT K HApYLIeHUI0 paclleNieHus IJI0Konepedpo3naa,
KOTOPBIH HaKaIllJIMBaeTcs B KieTKax Bcex TKaHeil. IIpu BI' Beigensiror Tpu TUna B
3aBHCHMOCTHM OT HAJIMYUs HEBPOJOrMYeCKMX NMPHU3HAKOB: HeHeHpPOHONATHYEeCKHIA;
OCTPLIA HeHpOHONATHYECKHI; XPOHHYECKHH HedpoHONaTHYecKuii. B mccienosa-
HUHM, JUarHoctuke u Jedyenun BI' mocnenosarebHO peann3oBajuch Bce MeTOqUYe-
CKHe TI0AXO0[bl, MPUCYyIINie HACJEACTBEHHBIM 00Jie3HAM o0MeHa. OHH BKJIHYAIOT
aHAIN3 NaTOoJI0rH4ecKHX MeTafoJuTOB, AedeKTHOro epMeHTa, MyTAHTHOIO I'€HA,
MeToabl hepMeHT3aMeCTUTEeNbHOI Tepanuu, cy0cTpaTnogaBIsaIomieli ¥ reHoTepanum.

Knrouesvie cnosa: 0oemu, 6onesns I owe, memooul pepmenmaamecmumensHol mepanuu.

BBenenne. MenuuuHcKas 00IIECTBEHHOCTh pAAa
ctpad B 80-e rompl MUHYBIIETO CTOJIETHS OOpaTmia
BHUMaHHE Ha pelkde 3a0oneBaHus. Penkue wmm «op-
(hannpie» 3aboneBaHMsg — 3TO IIATONOTHS, KOTOpas
BCTpEYaeTcs C HE3HAYUTENbHOM YacTOTOM, XXHU3HEYT-
pOKaroIas Wid XpOHWYECKH HPOrpecCUpYIOIas, IpH-
BOJANIAas K CMEPTH WIM HMHBAIMAHOCTH. B Muposoi
MPaKTUKE pa3pabOTaHbl KOJIMYECTBEHHBIE KPHUTEPUH
penxux 3aboseBaHuil. B pa3nuuHBIX CTpaHax OHHU Bapb-
upyiot oT 1 Ha 1500-2500 4enoBex HACEIEHUsI CTPAHBIL.

B rocynapcrBax Espomneiickoro corosa (EC) nHa-
cuuThIBaeTCs Oojiee 25 MIIH YeNIOBEK, CTpaJaloIuX
pa3sHooOpa3HeIMH penKuMu 3aboneBanusMy, B Poccun
Takux Jroneil okono 1,5 mun yenosek. B CIIA, fro-
uuu, Cunranype, Asctpanuu, crpadax EC npuHATH
32KOHbI, CTUMYJHUPYIOIIHUE Hay4yHbIE W IIPOU3BOJCT-
BEHHBIE IIEHTPHI 10 Pa3paboTKe CPencTB NUArHOCTHKH
U JedeHns dTuX 3abonesanuii [3].

®opmymsapasiM Komurerom Poccuiickod akane-
MHH MEIUIMHCKHX HayK B nekabpe 2007 r. co3maHa
TIpodeccuonanbhas ciyxba mo penkum 3aboJeBaHH-
M, TpeOyIomuM JOPOTOCTOSMIEro JIEYEHHs, KOTopas
o0beAMHAET HAay4dHBIX HCCIEAOBaTENel, Bpauel, Me-
HEIDKEPOB 3[[PaBOOXPAaHEHMS, IPOBH30POB M IAIVECH-
toB. llenmpio cozmanus IlpodeccHoHaNBHOH CIyKObI
SIBJUTICEH OOIECTBEHHBI MOHUTOPHUHT 32 peau3aluei
[POEKTAa 1O 7 PEIKUM HO30JIOTHAM: IeMOGIIIIS, MyKO-
BUCLMZI03, THIO(H3apHBIM HaHu3M, OonesHp [oie,
MUEJIONEHKO3, PACCeSHHBIH CKIEpO3 MOCIe TpaHCILIaH-
Tad OpraHoB W (WIM) TKaHeH, OLEHKAa AMHAMMKH
KauecTBa XM3HH INAlUEHTOB, HX YIOBIETBOPEHHOCTH
cuTyalueil ¢ JIeKapCTBEHHBIM O0ECIIeueHneM U MeIu-
LMHCKOH momonipio B menoM. B ampene 2008 r. pe-
3ynbTaThl pabotel IIpodeccrnonanbHoi cimyx OBl 0100-
pennt Ilpesumuymom PAMH. Bbuio BeIHeceHO perwe-

HUE O MOATOTOBKE IpoeKTa I'oCy1apCTBEHHON LENeBOM
[porpaMMBbl MO0 peAkuM 3abosneBaHusM. OCHOBHBIE
CTpaTerudeckue MoJOKEHHUs IIPorpaMMbl: LEHTpaIu3a-
L({sl BOIIPOCOB CJIOKHOM JIMAarHOCTHUKU B (penepanbHBIX
LEeHTpax U ux Qminanax, NeHTPAIN30BAHHOE U IIEPCO-
HU(UIMPOBAHHOE JIEKAPCTBEHHOE 00ECHeYeHUE, HHIH-
BUAyaJIbHBIII MOHUTOPHUHT, CIIENUaAJIbHBIE METOMABI pe-
TUCTpalli - MEJMLMHCKUX TEXHOJOTUH, OTKPBITOCTH
nporpamms! [2].

Haubonee wu3yueHHOH cpeau peAKHX JIM30CO-
MaJbHBIX OOJIe3HEHl HAKOIUIEHHS SBJIAETCA OO0JIE3Hb
Tomre (BI') Oto reHeTuveckoe 3abosieBanme, 00yCIOB-
nenHoe aedexrom nuzocomuoro ¢epmenra S-D-riro-
KO3MAa3bl M XapaKTepH3yeTcs HAKOIUIEHHEM KIIETOK
Tomie B KOCTHOM MoO3re, NMEYEHH, CENEe3EHKE, T'OJIOB-
HOM MO3T€ U JApYTHX opraHax. BmepBrele omnucaHue
6one3nn 'ome omyOnmukoBano P. Gaucher B 1882 r.
[3, 4, 8]. Henenue BI' Ha Tpu THHa OCHOBBIBaeTCs Ha
npucyrctBud (1 Tum) winm oTCyTCTBUU (TUNBL 2 U 3)
HEBPOJIOTHYECKUX CHUMNTOMOB. KimHuueckune ¢eHo-
THIIBI BCTPEYAIOTCA C pa3nu4yHOH yacToToi. CaMbiMu
yacTeiMu saBisercs Tun 1 BI' (wacrtora 1:40000 no
1:60000 B pa3HBIX NOMYIANMAX), THIBL 2 U 3 BCTpe-
yarorcs pexe (npumepHo 1:100000). 3aboneBanne
OIIMHAKOBO 4acTo BcTpeyaercs y Jui oboero moia.
Camasi MHOTOYHCIIEHHAs] KOTOPTa NalleHTOB BKJII0Ya-
et aerei no 10 ner.

B kadecTBe OCHOBHBIX JUATHOCTHYECKHUX METO-
nuk npu BI' ucnone3yroTcs: M3MepeHHE aKTUBHOCTU
[-D-rnroko3unassl B IEHKONHUTAX; MOJEKYIIPHO-TeHe-
Tryeckuil aHanmm3. KoHTpons 32 3ddexTHBHOCTHIO
[IPOBOAMMOM TEPAINUU MPOBOAUTCSA MO OIPEAEIICHUIO
YPOBHS XUTOTPHA3UIA3bI B CHIBOPOTKE.

PesynpTaThl MONEKYNAPHO-TEHETHYECKOIO aHa-
aM3a B MHUpPE IEMOHCTPUPYIOT BO3MOXXHYIO KOHIIEH-
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Mpo6nembl 3gpaBooXpaHeHUs

TPaLUIO OTAEIbHBIX MyTalMid B Pa3iM4HbIX ITHUYE-
ckux rpynmax. HacrtoTa crnenuduyecKux MyTaHTHBIX
ajuienell BappUpyeT B pasHbIX nonymsnusix [1]. Hau-
6onee yacteie myTanuu N370S, 1L444P, 84-85insG u
IVS2+1G—A cocrtaBnstor 6onee 96 % MyTaHTHBIX
anyenedl y OOJIBHBIX €BpeeB allkeHasw W MeHee 75 %
MYTaHTHBIX ajUleJeHd y OOJIBHBIX IPYTHUX HAalHOHAJb-
Hocteil. B SInonuu cpenu 6onbHEIX ¢ 60e3HbI0 I'omre
He BeLABieHO MyTanui N370S u c¢.84-85ins G, a Hau-
Oonee yacTeMH SIBIAIOTCA MyTanuu L444P u F2131
[4, 8]. B nopTyranbCckoil NOMyNAuN OONBHBIX MyTa-
mus N370S cocraBnsier 63 % MyTaHTHBIX ajUleneH,
yacTo BcTpedarorcs 2 penxue myramun — G377S u
N396T. B IlIsenuu gacto BcTpeyaercs 3 THO O0JIe3HU
I'owre, GonbHBIE SABILAIOTCS TOMO3HMIOTaMH IO TOYEY-
HbIM MyTanusMm 1.444P.

Wmurnroniepa3a nokasaHa Ijii HCIOJIb30BaHUs B
Ka4yecTBe IOKU3HEHHOH (DepPMEHTHOH 3aMeCTUTEINb-
HOU Tepamuu OONBHBIX C IOATBEPXKISHHBIM JHATHO-
30M Oone3nu I'ome TUNoB 1 u 3, y KOTOPBIX UMEIOTCS
KJIMHUYECKH 3HAYUMBIE HE-HEBPOJIOTHYECKHE IPOsB-
neHus 6ojuesnu [5, 6].

Tepanus UMUITIIOLEPA30M OKa3bIBAET TaKOE XKE
JIeHCTBHE, KaK U NPUPOIHBIA 3H3UM, IPEACTaBIAA UC-
TOYHHK JAEHCTBYIOIIEH IIFOKOIEpeOpo3naassl B KIET-
KH, TIe eCTh ee Ae(UINT, 1 CHIDKAET HAaKOIUICHHE IO~
kouepeOpo3uaa. Ilon neiicTBHEM MMUIIIONEPa3bl MPO-

HCXOIWUT THIPOJIM3 TIMKOJHNHAA TIIIoKonepedpasnaa
JI0 TJIFOKO3BI M Liepamuza 1no oObIYHOMY IIyTH MeTa0o-
Jau3Ma MeMOpaHHbIX JIMOKUAOB. B CBS3U C reTepOreHHo-
cteio Oone3nu I'ome nosa Ilepesuma Uit Kaxaoro mna-
LMEHTa JOJDKHA NOAOHpaThCs HHAMBUAYyanbHO. Jlo3a
MOJKET HOBBIIIATHCS WM CHIDKATHCA, B 3aBUCHMOCTH OT
YCIEMIHOCTH JOCTIIKEHUS KIMHUYECKUX Leled Ha oc-
HOBaHHM OLIEHKH KJIMHUYECKUX NposBieHuil [7, 8].

Henp paboThl: OLEHHUTH KIWHHYECKHAE OCOOEH-
HOCTH HanueHToB c Ooiye3Hpro ['omre YensOuuCKOM
obnactu Ha ()OHE NpUMEHEHUs (epMEHTO3aMECTH-
TENbHOU Tepanuu.

Martepuansl 1 MeToabl. B paboTy BriItoyeHo 11
nanueHToB ¢ Oone3Hpio ['olre, 3aperucTpUPOBaHHBIX
Ha TeppuTopun YensiOUHCKON 00NIacTH; KIMHIYECKUN
MeTo] (YYUTHIBas IPOCIEKTHBHBIN XapakTep Habmro-
nerus B tedeHue 30 jner, ucciuenoBaHHE HOCHUT IIPO-
IONBHBIA XapakTep); OHOXMMHYECKHH METOJ HCCIe-
JOBaHHs (M3MEpEHHE aKTUBHOCTH [-D-riroxo3unassi
U XUTOTPUO3MIA3b]); THCTOJOTHYECKUH METOI HCCIie-
JIOBaHUS.

Pe3synbraTnl o0cienoBanusi. Beero 3a 30-net-
HUM [eprol HaOMIOJIEHUs B IETCKOM OHKOT€MaTOJIOTH-
yecKoM neHrtpe I. YensiOuncka nabnronanock 11 nerei.
CpenHuii Bo3pacT Ha MOMEHT AMArHOCTHKH 4 roja.
Knmangeckuil GEeHOTHUIT reTeporeHeH, HO HH OJHOTO
Clly4as C HEHpONAaTUYECKHMH MPOSBICHUSIMU HE 3ape-

Knunuyeckue oco6eHHoCTU nauueHTa ¢ 6onesHbio MNowe Ha doHe Tepanumu

ITapenxumatosnele | Iloxaszatemn Xurotpua-
Kimuanyeckue OpraHbl KpOBH Koctasie 3u1a3a
Jara Jleuenue
0COOEHHOCTH Ileuens, | Ceneszen- | Hb, Tu, U3MEHEHUs (HOpMa 110
cM Ka, CM /1 | THIC. 200 aM/mr/4)
1985 r. |[lnarHo3 yCTaHOBIEH: +4 +6 108 84 |Ha pentreHorpaduu B{He ompene- |3amecTurens-
(2 roma) |B myHKTaTE KOCTHOTO IICTATBHBIX JHadu3ax [JIIach Has U CHMII-
Mo3ra xietku ['ome; OepeHHBIX KOCTeH — TOMaTHU4eCcKast
reHaToCIUICHOMET aTHS; IIMPOKHE TOJIOCH! TIPO- Tepanus
TPOMOOLUTONIEHHS CBETJICHHUSA
1990 r. |KouTpompHoe obciaeno- +4 +6 75 |Hapentrenorpaduu |He ompene- |3aMecTHTeis-
(7 ner) |Bamume B 'HII PAMH OYaru AeCTPyKIUH JI1ach Has U CUMII-
r. Mocksa. Jluaraos B HIDKHEH TpeTu TOMaTH4eCKast
6onesnu [ome noareep- oboux Gemep Tepanus
KIIEH; PEHTT€HOJIOTHYe-
CKHE U3MEHEHHUs OenpeH-
HBIX KOCTeH
1995 r. |CoxpaHeHue remMaTo- +4 +6 72 |llpexHue He onpene- |3amectutens-
(12 net) |cneHOMeraaMH, aHEMHH, J1aCh Hasl ¥ CUMII-
TPOMOOIIUTONIEHUH TOMaTH4YecKast
Tepanus
2003 r. |Hapacranue anemuu +4 +6 77 |IlpexxuHue He onpene- |3amectutens-
(20 neT) JISUTach Hasi 1 CUMII-
TOMaTHYecKas
Tepanyst
2007 r. |IlonoxxuTenbHas peHTre- +4 +7 78 |Ha pentreHorpaduu|l13968 Lepesum
(24 rona) |HONOTMYECKas JUHAMUKA OdYaru [JecTpyKUHMH B|HM/Mr/4 U3 pacdeTa
6enpeHHbBIX KOCTeH, on- HIDKHEH Tpetu obomx 25 en./xr
penesieHne ypoBHS XU- O6enep He ompenens- X2 pazaB
TOTpHA3UIa3hl, Ha3Haye- I0TCA Mecs1L
HUE Ilepe3uMa B nekabpe
2009 r. |Ymy4mieHuwe reMaTolio- +4 +7 125 | 170 |Her He onpene- |Llepe3nm
(26 ner) ru4ecKHX MoKaszareseH JIsUIach M3 pacyeTa
25 en./xr x 2
pasa B MecsIIl
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KnuHuko-anudemuosnoauyeckas XapakmepucmukKa
nonynayuu c 6oniesHbro MNowe...
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Puc. 2. YpoBeHb napeHXMMaTO3HbLIX OpraHoB

THCTPUPOBaHO. BOJBIIMHCTBO ManueHToB ObUI0 0bCe-
IIOBaHO B MeAuKO-reHeTndeckoM nenrpe PAMH u um
noarBepxaeH 1 Tun Gonesnu ['omre. YactoTta 3Toro
HacliencTBeHHoro 3aboneBanusa 1:100000, yro Huke
OOIIENPUHATEIX IOKa3aTeNled MOYTH Ha I0JIOBUHY.
JroT QaKT, Kak U OTCYTCTBHE MAIHEHTOB €O 2 U 3 TU-
namu 0one3nu [omnre Taloke CBUAETENBCTBYET O CYIIE-
CTBEHHBIX JleeKTaxX AUArHOCTHKH JAHHOM MaTOJIOTHH.
YyuThiBasi BHICOKMHA MHIEKC MEXHALMOHAJIBHON acCH-
MWIALUH Ha TEPPUTOPUU Ypaisa, HE NPEeNOCTaBIAETCS
BO3MOJKHBIM JOCTOBEPHO IONTBEPAUTH IIPHHAUIEKHOCTE
MAIUEHTOB K 3THUYECKOH TPYIIIE €BPEEB aIlIKeHA3H.

Knunuueckuii npumep:

Mamwment E 75.2/01

B urone 1985 roma ob6cnenoBan B UensOuHCcKOU
00JIaCTHOM IETCKOM KIMHUYECKOW OONBHHUIIE, BHICTAB-
nen auarHo3: bonesnp I'ome 1 tuma (cM. Tabnumy).
Huarnos noareepxaex B HII3{ PAMH B 1990 rony.

Tlonyyan CHMOTOMATHYECKYI0 M 3aMECTHTENb-
HYIO TEpaIuu.

B HOs16pe 2007 roza BrepBbIe MIPOBEAEHO HUCCIIE-
JIOBaHKHE aKTHBHOCTH (hepMeHTOB f-D-riroxo3unassl,
KoTopas cocraBmna 1,2 HM/Mr/4 (pe3ko CHIDKEHa),
xutorpuazunazel — 13968,0 AIMAMY D/min/u  (pesko
noebiiena). C 1 nomyroaus 2008 roma mposoautcs
(depMeHTHass 3aMecTUTENbHas Tepamus IpernapaToM
Ilepe3um B no3e 25 en./Kr Macchl Tela BHYTPUBEHHO,
KanenpHo 1 pa3 B 2 Hellenu. AJeprudecKoil peakuuu
Ha Ipernapar He OTMEYalloch. BBUIO BBISBIEHO, UTO
npumenenue 1{epe3nma IpUBEINIO K YIYYIIEHUIO TeMa-
TOJIOTHYECKHUX U KOCTHBIX NoKa3zateneH (puc. 1, 2). Ha
(oHe MPOBOAMMON Tepanuy MOKa3aTeNUu XUTOTPHA3H-
J1a3bl OOJIBIIE HE ONIPEJETIIINCE.

Takum obpasom, auarHoctuka Oonesnu I'omre

TpeOyeT mpoBeleHUs KOMILUIEKCHOTO 00CieIoBaHusd,
KOTOPOE IO3BOJIET IPABUIbHO YCTAHOBHUTH IAHArHO3,
a 3HAaYUT HA3HAYUTh TEPAIUIO Ha paHHEW CTaauu 3a-
OoneBaHMA M YJIYYIIUTh KAa4yecTBO JKH3HU JeTeil ¢
JIaHHOH NaToJOTuel.
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