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3UIIOB CIY)KAaT JPUTPOIMTHI M JICHKOIUTHI, 3aKOHUUBIIAE CBOW JKU3HCHHBIA MUK (DU3MOJOTHYSCKUM aIloNTO30M B
0OBIYHBIX MecTax (harolMTUPOBaHMS (CelIe3eHKa, MeUeHb, Jierkue). [Ipy pacileruieH|: UX JTUIHIHOW 000JI0YKH TIPOKC-
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Gaucher disease belongs to the group of hereditary orphandiseases. The frequency of the Gaucher disease in the
general population is 1 : 40 000 — 1 : 70 000. Gaucher disease is a rare autosomal recessive disease, therefore it is more
often observed in siblings and is caused by a hereditary deficiency of the hydrolytic enzyme — glucocerebrosidase. Red
blood cells and white blood cells, which completed their life cycle with physiological apoptosis in ordinary places of
phagocytosis (spleen, liver, lungs), are the sites of accumulation of glucocerebrosides. When their lipid membrane is
broken down, glucocerebrosides are released. Deficiency of the glucocerebrosidase enzyme leads to the accumulation
of glucocerebroside in the cells of phagocytic mononuclear cells, which leads to the formation of specific Gaucher cells.
The article analyzes all diagnosed cases of Gaucher disease in the Astrakhan region.
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Beenenne. bonesns I'ome (BI') — 310 oxHa u3 GopMm HacnenCTBEHHBIX (epMEHTONATHHA, BXOMSIINX
B IPYIINY JIM30COMHBIX OoJe3Hel HakoruieHus. Yactora 3a0osieBaHUS B OOIIEH MOMYISIIMH COCTABIISIET
1:40 000 —1:70 000, B monyJIsIiKy eBpeeB-alllkeHa3n BCTpeyaeMocTs Oosie3nu B 100 pa3 BblllIe, YTO KIH-
HUYECKHM JIOKa3bIBaeT TEHETHYECKYI0 OCHOBY 3aborneBaHus. OCHOBHBIM IMAaTOI'CHETHYECKHM MEXaHH3MOM
paszButus bI' sBngercs mytamus rera GBA (pernon 21 Ha xpomocome [), KOaUpYrOIIero JM30COMHBIN
depmenT B-D-rimoko3uaasy (Tiarokonepedpo3naasy). PesynbraToMm MyTanuu sIBISIETCS BBIpaKEHHOE (MEHee
30 % OT HOPMBI JI0 OTCYTCTBHS) CHUKCHUE KaTAIUTHUECKON aKTHBHOCTH TITIoKoriepedpo3uaassl [11, 20, 21].
K Hacrosmemy Bpemenu ommcano okoiao 500 pasmuuHbIx MyTaiui, u3 Hux Toibko 4 (N370S, L444P,
1448C, 1226G) Bcrpevatorcst HanOoee 4acTo M cocTaBIsoT 90 % Becex MyTanuid B MOMYJISIHSIX MalMSHTOB
c bI' [9, 22].

B HOpMe rmokomepebpo3uia3a yuacTByer B 0OMEHHBIX TpoIleccax BceX KIeTok opranuszma. OTcyTer-
BHE WM CHW)KEHHE aKTUBHOCTH TIIIOKOIIepeOpO3HIa3bl PUBOJST K HAKOIUICHUIO B JIM30COMax Makpodaros
HEYTHJIU3UPOBAHHBIX JIAIMUIOB ¥ 00pa30BaHUIO XaPAKTEPHBIX KIETOK HAKOIUICHUS. JTH KIETKH SIBIISIOTCS
MOP(hOJIOTHYECKMM MapKepoM 3a0osieBaHus: KpymHbIe 3j1eMeHThl — oT 20 10 100 MKM ¢ HEOOJBIIHMM, JKC-
LEHTPUYIHO PACIIONIOKEHHBIM SAPOM M OOMIBHON IHUTOIIA3MOM, UMEIOIINE TUITUYHBIH «CMOPIIICHHBIN WU
moJiocathlit Buj. JlaHHbIC KJIETKH U 00JIe3Hb HOCAT UMs (ppaHIly3ckoro Bpaua-aepmatonora ®@umunma [lap-
s DpHecra ["orre, koropsiii B 1882 1. omucan NaTOrHOMOHWYHBIE JIJIs JAHHOTO 3a00JIeBaHUs KJICTKH — MaK-
podaru, HakaruBaromuye munus [9, 11, 12, 17].
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Kak crnenctBue GyHKIMOHATBHOW TIEperpy3Kd Makpo(haroB BOZHUKAIOT CTHMYJISIIHS MOHOITUTOIO0A32
W yBENMYEHHE a0COIIOTHOIO KOIMYECTBA MAKPO(aroB, 4TO KIMHUYECKH MPOSBISETCS T'eaTo- U CIUICHOMe-
ranueil; nHQWIbTpanueil MakpodaraMu JISTKHUX, TIOYEK, TOJIOBHOTO MO3Tra M yYKa3bIBaeT Ha CUCTEMHOCTD I10-
pakeHHsI OpraHoB M TKaHei. HapymeHnHas (yHKIus MakpodaroB M3MEHsIET PEryJSALUI0 KPOBETBOPCHUS U
MeTabonu3Ma KOCTHOM TKaHH, YTO JISKUT B OCHOBE IUTONEHUYECKOTO M KOCTHO-CYCTaBHOTO CHHJIPOMOB.
B 3aBucumoctu or kiauHH4eckoro tedeHus BIT (kog mo MKB-10: E75.2) Beimenstor 3 Tuma 3a00JieBaHUS:
I Tun — He HelipoHonaTHaeckuii (camprid yacThiii) 8], Il THIT — MHPAHTUIIEHBIN WK OCTPEI HelipoHOMATHYe-
ckuit u Il Tun — mogocTperit HefipoHonaTtudeckuit [1, 2, 19, 22, 23].

B Poccun 93 % manuentos ¢ BI' gasisarorest Hocurensamu ajurens N370S. 'emorunr N370S/ N370S/ ac-
coruupyercs Toiabko ¢ passutieM bl I tuma, amiens N370S obnagaer mpOTEeKTUBHBIMU CBONCTBAMH B OT-
HOILIEHUH MOpaKeHUs HEpBHOM cucteMsl [8, 9, 17, 25]. OguumM U3 Benymux KIMHUYECKUX MposBieHuil bI’
MpHU3HAHA TeNaTOCIIJICHOMET s, B CBSA3H C YeM HEOOXOIUMO MPOBOIUTH Ju(pdepeHInaIbHyI0 THarHOCTH-
Ky C IIUPPO30M TICUeHH, reMo0IacTo3aMu, JIMMPOMOH, a Takke ¢ 3a00JIeBaHUAMHI HAKOIICHUS, B TOM YHCIIE
6onesnpto Humana-IInka. HeoObsicHUMBIE TelaTo- M CIJICHOMEralus C HaJJM4HeM IUTONEHUYECKOr0 CHH-
IpoMa, MopaykeHus KocTel TpeOyroT uckimouenus bl [24, 26]. Peakumu nposienenusimu BI' ctanoBsTcs 1m0-
pakeHue JerkuxX (MHTEpCTHIIMAIBHBIA MPOIecC, CUMITOMBI JIETOYHOM TUIIEPTEH3UH) U Pa3BUTHE MOPTaIb-
HOI rumnepTeH3ud. GakTopoM pUCKa, TOCTOBEPHO CBSI3aHHBIM C MOPAXEHUEM JIETKUX U Pa3BUTHEM MOPTAIIb-
HOM THUMEPTeH3MH, TPU3HaHa MPEIIecTBYOmas cruieH3kTomus [6, 7, 9, 18].

BI' I Tuma BeTpedaercs Kak y JieTed, Tak U 'y B3pocsibiX. CpemHuid Bo3pacT OONBHBIX B MOMEHT MaHH-
(decranuu 3aboseBanust Bappupyer oT 30 10 40 mer. CHeKTp KIMHUYSCKUX MPOSBICHUN OYCHb IIMPOKHH —
ot 6eccumnToMHOro (10-25 % Bcex OONBHBIX) 70 TSXKEIOro TedeHus [6, 7, 22].

«30JOTBIM CTaHAAPTOM» JHUATHOCTHKH 3a00J€BaHUs SBISICTCS OINpeNelicHHe aKTUBHOCTH KHCIOH
B-rirokoniepedposuaassl. JlocroBepHoCTh AuarHo3a Bl monTBepikgaer cHUKEHUE aKTHBHOCTH 3TOro dep-
MeHTa 10 ypoBHs 30 % u Hipke [13, 16]. [Ing yaaneHHO# AMarHOCTUKH MOYKHO HCIIONIb30BaTh BHICYIIEHHYIO
KaIlUTI0 KPOBU Ha (UIBTPOBAJIbHONW OyMare M OTIIPABIICHHYIO MO MOYTE B JUArHOCTHYECKUU 1eHTp. [omnoi-
HUTEIBHBI OHOXUMHUYECKAN MapKep — 3HAYMTENFHOE MOBBIIICHHE aKTHBHOCTH MakpodaransHoro gpepmenTa
(XuTOTpPHO3Ua3bl) B CHIBOPOTKE KPOBU. DTOT TECT MCIONB3YETCS ISl KOHTPOJIS YCHEIHOCTH Tepanuu bl
BepudunupoBats 1uarno3 MOKHO TaKXKe ¢ TIOMOIIBIO MOJIEKYJISIPHOTO aHAJIM3a TeHa TITIOKoIepeOpo3uaashl:
Halm4ue IBYX MyTaHTHBIX ajuienel moarsepkaaer nuaraos bl 3, 8, 9, 11].

Baxxnoit Bexoit B medenun bl siBisiercss 1994 ron, koraa Hadanaoch MPUMEHEHHE MATOTCHETUYECKOM,
MOXU3HEHHON (epMeHTHOH 3aMecTuTenbHOM Tepanuu (P3T), 1o sToro JeueHune ObLIO UL CHMITOMATH-
yeckuM. [Ipenapar 3T ucnons3yercss BHyTPHBEHHO 2 pa3a B Mecsl] B aMOylIaTOpHBIX yCIOBHIX [4, 5, 9, 13,
14, 15, 16].

Henb: npoaHann3upoBath ciydan 0ose3Hu ['omre B AcTpaxaHCKO# 00JacTH.

Matepuajbl 1 MeTObI HccaenoBanus. [IpoBenen perpo- U NPOCHEKTUBHBIN aHAIN3, UCIIOIB30BAH
apxuBHBIH Matepuai 1o bI': ucropuu GosesHel AeTCKOro M B3pOCIIOr0 TeMaTONOTHUECKUX OTIIENICHHM, BbI-
MUCKU W3 aMOYJIaTOPHBIX KapT; pe3yiabTaThl JabopaTopHOM nuarHoctuku BI', BBIMOIHEHHBIE B Memuko-
reHeTH4eckoM HaydHoM lleHTpe r. MockBbl (J1abopaTopus HacleICTBEHHBIX OojIe3HEH oOMEHa BEIIEeCTB);
Boimicku 3 OI'BY «HMUIL] rematonorun» Munzapasa Poccuu u ®I'AY «HanmoHambHBINH METUIIMHCKAN
HCCIICIOBATEIBCKHIA IIEHTP 30pOBbs JaeTeii» Mun3zapasa Poccun. B CBs3M ¢ peaKoCThIO 3a00ICBaHUS MTPH-
BeZIeHbI Bce 6 citydaeB Bl 3a 46 jer paboThl reMaToIOrHuecKor CITy>kObl ACTpaxaHCKOH 00J1acTH.

Pe3ynbTaThl Hccjief0BaHUA M UX 00CYy:KIeHHeE.

Knunuueckuit cnyuaii Ne 1. Tlepoiii cnyuaii BI' B ActpaxaHckoii 00acTi OblT JHarHOCTHPOBAH B
1976 r. B rematonorudeckom otaeneHun ['BY3 AO «Anekcanapo-MapuuHckas o0iacTHas KIMHUYECKast
OonbHULIa» bonpHoM 3., 1912 r.p. (64 ner) moctymui s quddepeHIMaIbHON TUarHOCTUKA U JICUCHHS C
HaTPaBUTENBHBIM JIMATHO30M: MOJIO3PEHHE Ha TeMaTOJIOTHYecKoe 3aboiieBaHue. B KIMHHYECKOH KapThHE
OTMEYaJIOCh: OJIETHOCTh KOXH W CIHM3HCTBIX C 3EMIIMCTBIM OTTEHKOM; HOCOBBIC KPOBOTEUEHUSI; MHOXKECT-
BEHHBIC MEIIKUE W KPYITHbIC CIIOHTAHHBIE TEMAaTOMBI Ha KOXE; KaXEKCHs; BEIpaKeHHbIE aHEMHsI, TPOMOOIH-
TOIIEHHUS, JIEHKONEeHN; TUTAaHTCKHE, Ha BECh KUBOT Pa3Mephl NMEYEHH U CEIe3€HKH KaMEHHUCTON TUIOTHOCTH.
B Onoxumuueckux aHanM3ax KpOBH OTCYTCTBOBAJIM MPU3HAKK aKTHBHOCTH IIEYCHOYHOTO mporiecca. [latomo-
THH JIETKAX M KOCTHOH crcTeMbl He 00HapykeHo. CieqyeT OTMETHTh, YTO B 3TO BpeMs He ObUIO COBpEMEH-
HBIX METOZIOB MHCTPYMCHTAILHON IUAarHOCTUKU. BobHOMY OBIITH BBITIONHEHBI CTepPHAIbHAS ITYHKIUS U Tpe-
MaHOOMOIICUS TTOJB3/IOMIHON KOocTH (0OHapyKeHbl KJIETKH ['omie B OONBIIOM KOJIMYECTBE); CKAHUPOBAHUE
TICUCHH M Cele3eHKH (0OHApyKeH CHHIPOM CKAHHPYIOIIEHCS CENe3eHKH PaJMOaKTHBHBIM 3010ToM Au'™,
YTO PaBHO3ZHAYHO HAJMYHIO TIOPTATBHONW TUIIEPTEH3UH); TIPU PEHTIeHOrpa iy MHUIEBOIA U KETY/IKa BBISB-
JIEHBI pacUIMpeHre BeH MUIIEeBOAAa M KapAHaJbHOIO OTIeNa jKelyaKka Mo Majod KpuBHU3HE. Pemarommmu

63



AcTpaxaHCKHH MEAHUHHCKHUH XypHaa
Tom 15, No 2, 2020
METO/IaMHU JIMATHOCTUKH OBUTH TPSIMbIE TTYHKIIMOHHBIE CIUICHO- M TeNaTOMaHOMETpHs (IaBJIeHUE B Celle3eH-
Ke — 245 MM BOJHOTO cTOJI0A, B MeYeHH — 235 MM BOIHOIO ¢Toi0a). [1aTomoro-rucToiornieckoe 3aKiroue-
HUE: PU3HAKOB [IMPPO3a MEeUYCHH HET, OOHAPY)KEHBI KJIeTKH [ ollie B BHJIe CKOIJICHUH B CHHYCOMIAX U TU}-
(y3HO BO BCEX JIOJIbKAX.

OxonuarensHbid muarHo3: BI', B3pocnas dopma, | Tum, XpoHudeckoe TedeHue. [ enaro- u criieHoMe-
ranud. [lopransHas runeprensus. ['unepcrienusm. Jleuenue npoBoaminocsk cumnroMatuieckoe. Uepes 1 rog
MAIMEHT CKOHYAJICS.

B Hacrosiiiee BpeMsl Ha JTUCIIAHCEPHOM y4deTe M JiedueHuu ¢ BI' B AcTpaxaHCKo#l 00JacTH HaXOaATCs
5 OOJIbHBIX.

Knunuueckuii cnyyan Ne 2. bonpaoit C., 1982 r.p., ¢ MEePBBIX JIET KU3HH JICUUJICS B TEMAaTOIOTHIE-
ckoM oTaeneHun O0JIaCTHON ASTCKON KIMHUYECKOM OOJMBHUIILI . ACTpaxaHHU B CBSI3U C IIOCTOSIHHOM aHEMU-
eif, yBEeIMUEHUEM CeJIe3eHKH U (B MEHbIIel cTenenn) nedeHu. [leproanyecku B aHaINU3ax KPOBH BBISBIISUIN
MUIIEHEBUIHBIE SPUTPOLIUTHI, TUIIOXPOMHIO 3PUTPOLMTOB (I[BETOBOI mokasartensd A0 0,6), 3—4-kpaTHoe 1o-
BBIILICHHE PETUKYJIOLUTOB B MepU(EepUIECKOi KPOBH; B MUEIOTPaAMME — BBIPAXKEHHYIO TUTIEPILIA3UIO 3PHT-
pouHoro poctka. B Bo3pacte 7 jer manueHT ObuUT HampasiieH B ['emaTonorudeckuii Hayunslid meatp — ['HIT
(r. Mocksa). J/lnarHo3 reTepo3uroTHoN P-ranacceMuu ObLIT MOATBEPXKICH, BIMOIHEHA CILUICHIKTOMUS. [Ipu
TECTOJIOTHYECKOM HCCIICIOBAaHUH B YIalICHHOW cele3eHKe oOHapykeHbl KieTku [omre. Hukakux ximHu4e-
CKHUX MPOSBJICHHH, XapakTepHbIX st bI', y 6onpHOrO He 3adukcupoBano. [locie criieH3KTOMUN OTMedascs
TTOJIOKUTENBHBIH 3(QEKT: SPUTPOLHUTHI cocTaBmsun 3,22 — 3,7 — 4,77 — 5,16 x 10'*/n 6e3 remorpanchy3uii.
Knerku I"omre MoskHO 0OHAPYKUTH U TIPH TallaCCEMUH, YTO OOYCIIOBIIEHO M30BITOYHBIM (haroluTO30M IPHUT-
POIIUTOB, YTO SIBJISIETCS UCTOYHUKOM IepeOpo3nia, BEPOSITHO, TPEBBIIIAIONIIM CIOCOOHOCTh HOPMAIILHOTO
(depMenTa — mepedpo3nIa3bl — KaTabOIU3UPOBATh LepeOpo3uabl U3 3TuX KieTtok [10]. Yepe3 8 mer mocie
CIUICHIKTOMHUH OOJBHOTO CTalld OECIIOKOUTH OOJH B Ta300€PEHHBIX CYCTaBax, OEMPEHHBIX KOCTAX, KOTOpPBIC
3aTpyaHsuin  moxoaky. Ilpm moBTtopHON KoHcymbTaruu B ['HII B 2007 1. BBISIBICHO CHIDKECHHE
B-Tirokoniepedpo3naa3sl B JCHKOIMHUTAX KPOBH. YCTAHOBJIEH NHAarHo3 KOMOMHHPOBAHHOM HACIENCTBEHHON
MaToNOTUH: rerepo3urorHas P-ramaccemusi. bI' I tuma, xponmueckoe Teuenne. [IpaBocTopoHHUI KOKcap-
Tpo3. JucrutactTrueckuii 1eBocTOpoHHUN KokcapTpo3 1l crenenn. Hapymenne ¢ynkumii cycrasos Il creme-
Hu. Crenskromust B 1989 r. Xponnueckuil BupycHsiit renatuT B. IlopaxkeHus qpyrux opraHoB U CUCTEM Y
oonpHOro He 3adukcuposano. C 2007 r. manueHT momydan natoreHeTnueckyro M3T ummurironepas3oi mo
2 000 EJ] 2 paza B mecsn nmocrosaHo. Ha ¢one tepanun @3T HopManmu3oBaiuch pa3Mephl MEUeHH, peKpa-
TUJINCHh «KOCTHBIE KpHU3bD». [lanneHT, paHee mepeIBUTaBIIMICS C MOMOIIBIO KOCTBIJIEH, CTal XOOUTh CaMo-
CTOSITEIBHO, BECTH aKkTHBHBIN 00pa3 xu3Hu. C 2007 r. y 601pHOTO HEe OBUIO TOCIHUTAIN3aIUi B cBsi3u ¢ BI'.
B mabGopaTopuu HaciaenCTBeHHBIX Oosie3Hell oOMmeHa BerecTtB @I'BHY «Meauko-reHeTHYeCKHii HaydHBIN
neHTp uMeHu akajgemuka H.II. bBoukoBa» B 2010 1. ObLIa oOmHpeciicHA XHTOTPUO3MAA3a —
3 120,0 amone/mi/a (Hopma o 198,3 mmome/mi/g), B 2011 1. — 2 736,0 umone/mi/y, B 2017 1. —
2 160,0 amomb/Mi/4.

Knunuueckuit ciyuan M 3. bonbHas C., 1976 r.p. (poaHas cectpa 60ibHOro C. 10 KIMHUYECKOMY
ciydaro Ne 2). B Bo3pacre msiTH jieT OoibHAsI C HANPaBUTENBHBIM THATHO30M JIETCKOTO I'eMaTonora T. AcT-
paxanu: bBI' I Tuna, neTckuil BapuaHT, XpOHUYECKOE TeUeHue, — Obl1a o0cenoBaHa B THCTUTYTe IeAUaTpUK
AMH CCCP. [uarunos BI' 6611 moarBepskacH oOHapykeHHeM KieTok ['ome B Muenorpamme. B ToT neproa
O3T eme e npumensii. Kaptuna 3a6oneBanus OblIa MOTHOCTHIO HACHTUYHA C KIMHUYECKUMU TPOSIBIIC-
HusME Oone3Hu y Opata. B 1989 r. Gomphoit B 'HI[ ObuT Tarkke yCTaHOBIIGH JHArHO3 TETEPO3UTOTHOM
B-ranaccemun. B cBsizu ¢ remarocruieHOMeranueil 1 HapacTaHueM siBJeHui runepcruieHn3ma B 2001 T. BbI-
MOJTHEHA CIJICHIKTOMHUS (B yIAJICHHOH cene3enke oOHapy)eHbl KieTku [ omre). OTMevacst moJI0KUTETbHBIH
3¢ eKT — yMEHBIIEHHE CTETIEHN aHEMUH, HcUe3Tia 3aBUCUMOCTh OT TeMOTpaHcy3uid. YBEIHUYSHUs ICYCHN U
JPYruX KIMHHYECKUX CHUCTEMHBIX TPOSBICHUN, XapakTepHbix jius bI, y mamueHTKH He oOHapy»KeHO.
B 2007 r. (B Bo3pacte 31 TOI) B CBS3U C MOSIBIICHHEM YMEPEHHBIX O0Jel B KOCTSX OOJbHAsi IOBTOPHO Obla
HanpasieHa B ['HL[. Ycranosnen (kak u poJHOMY OpaTy) AMarHo3 KOMOMHHPOBAHHOM HACIECTBEHHOH Ia-
Tonoruu: rereposurorHas B-tamaccemus. bBI' I tuna, xporndeckoe teuenue. C 2007 r. GonbHAs Moay4aeT
®3T umurmonepasoit B noze 1 600 EJI 2 pasa B mecsil. B nabopaTopuu HacaeICTBEHHBIX Oojie3HelH oOMeHa
BemectB PI'BHY «Menuko-reHernueckuii HaydHbl eHTp uMeHu akajemuka H.I1. boukoBa» ¢ 1enpro mMo-
HUTOPUHTA TEPANUU y MAlMEHTKN onpenensui xurorpuosunasy: B 2010 r. — 5 904,0 umons/mMn/a (Hopma
0-198,3 amonb/mi/4), B 2011 r. — 4 416,0 amons/mi/4, B 2017 1. — 4 450,0 amMons/mi/4. B HacTosIee BpemMst
JKSHIIMHA HE UMEET CUCTEMHBIX mposiieHuii bI', TpynocmocobHa.
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Knunuueckuit cnyuait Ne 4. Bonbnoit T., 1992 r.p. B Bo3pacte 2 jieT 0oTMEYaINCh BBIPaKCHHBIC 00U
B IIPaBOM Ta300€IPEHHOM CyCTaBe, XpOMOTa MPH X060€, BBISBICHBI aHeMus (remornooun 90 r/i), Tpom6o-
uuTonenus (TpomGorutel 30 x 10°/m), remato- u crtenomeranus. OTMedeH Hu3KHit poct (150 cm). B urone
2006 T. BBISBJICHO BBIpaXXEHHOE CHMKeHUE [-D-riroko3uaassl A0 1,6 HMonb/mi/4ac. C 3TOro BpeMEHHU I10-
crostHHO nonmy4aer @3T uMurmronepasoit B Oonpmux go3ax: caavana mo 3 000 EJ] mecs, ¢ 2010 r. — B 1o3e
2 600 EJl B mecs, ¢ 2011 1. — 3 200 EJI B mecsin. Jlmaruos mocie 5 aeT 3amecTuTenbHoM Tepanuu: bl I tu-
na, XxpoHudeckoe teueHue. CocrossHue mocie crieHdKToMu. CocTosTHUE TIOCie 5 JIeT 3aMeCTUTENBHOM Te-
panuu. OcIoXKHEHUE: MTOpaXKEeHUE KOCTEH HIKHUX KOHEUHOCTEH (IBYCTOPOHHUH nedopMupyoommii Kokcap-
Tpo3 Il crenenn, BanbrycHas nedopmMarusi KOJIEHHBIX cycTaBoB. CHOHAMIONATHS MOSCHHYHO-KPECTIIOBOTO
oTnena Mmo3BoHOYHHKA). COMyTCTBYIOIMM auarHo3: Bropwunelii HaHuW3M. [ Hmorasus mpaBOM IOYKH.
B naGoparopun HacnencTBeHHBIX OosyesHelt oomena BemiectB @I'BHY «Menuko-reHeTHueckuii Hay4dHbIN
1eHTp nMeHu akanemuka H.I1. BoukoBa» B 2010 r. onpenenena xutorpruosuaaza — 0,01 HMois/Mil/u (HOpMa
4,5-198,3 HMonb/Mi1/4). 3akiIoueHHe: aKTUBHOCTh XUTOTPHO3WAa3bl aHOMAIBHO HU3Kas, TIO3TOMY B Jallb-
HeWIeM caaBaTh IUIA3MY JUISL ONPEEICHUs] €€ aKTUBHOCTH MPH KOHTPOJIE JICUCHUSI HET HEOOXOJMMOCTH.
Otmeuaercs apdekruBHOCTE D3T: MpPEeKpaTHIIOCH POTPECCUPOBAHIE TIOPAXKEHUST KOCTEH, COKPATUIIACH IO
HOPMBI YBEITMUEHHAS [TeUeHb, KyITHPOBAINCH aHEMHS U TPOMOOIIUTOIICHHUSI, OTCYTCTBYET MOPaKEHUE JIETKUX.

Knunuueckuit cnyyaii Mo 5. bonbuas 1., 2004 r.p. B 2011 1. (B Bo3pacTe 7 jeT) npu yAOBIETBOPHU-
TETBHOM CAMOYYBCTBHU B aHAJM3¢ KPOBU ObLIA BBISBICHA TPOMOOLHMTONMEHHs (TpoMOomuTs 94 x 10°/1).
B nerckom rematonoruueckom otaeneHun OO0JacTHOM JETCKOM KIMHUYECKON OOMBHUIILI T. ACTpaxaHH 00-
HapY>KEHO yBEIHYCHUE IMEYCHU — Ha 2 CM HIXKe Kpasi peOepHOid Iyr'u U CeNle3eHKH — Ha 7 cM HUKe noapede-
pbs. B ananmmse xposu: remorao6un 113 1/, pomGomuTs 118 x 10°/1, Guoxumuyeckne aHamm3sl 6e3 naro-
qorud. B muenorpamme obHapyskennl kietku [ome. B ®I'BHY «Menuko-reHeTHuecKuil HaydHbId LIEHTP
uMeHn akaaemuka H.II. BoukoBa» 20.04.2011 r. BBIABICHO CHIDKEHHE [-D-Iiroko3upasel 10
1,3 HMOJIB/MII/9ac W TOBBIIICHHE aKTUBHOCTH XUTOTPHO3MAA3kI 10 3 768 HMonb/Mi/yac. Takum obpa3om, B
KpaTyaifiue cpoku ycranoBieH quarHo3: BI' I tuma, xponuueckoe Teuenne. B 2011 r. 6onpHas Havyana mo-
nydath O3T umurmonepasoit B 1o3e 800 mr 2 pasa B mecs. [lanmuenTka peryisipHo 00CIEIyeTCs B 3TOM
LIEHTPE, MOCICAHSS TOCIUTAIN3alUs pou3olnia B uoHe 2018 r., korga Oblaa MpoBeaeHa KOPPEKIMSI 036
nmurimonepassl — 2 000 EJl 1 pa3 B mecsau. Knunngeckoit cumnromaTtuku bI” He ormedaercs. Kocthas cuc-
Tema Oe3 BunuMoi aedopmarin. boneil B KOCTSIX, orpaHudeHust ABMKeHUH Her. OO0mii anann3 KpoBu 0e3
MATOJIOTHH.

Knunuueckuit cnyyaii Mo 6. bonbuas 3., 2006 r.p. B 2009 r. BnepBsie MosBUIACh TeHepaIN30BaHHAS
reMopparmueckas Chillb Ha TYJOBHIIE, KOHEYHOCTSIX, JIUIIE, 4 TAK)KEe HOCOBBIE KpOoBOTeueHUs. [ ocuTanu3u-
poBaHa B JIETCKOE remMarojoruieckoe oraencHne OOIacTHON NETCKOW KIMHUYECKOH OONBHHUIIKI T. AcTpaxa-
HU. BhIgBIIEHO yBeauueHue mneyeHH (BhICTyIaga Ha 3,5 ¢cM M3-T10J Kpas peOepHOil Iyru) U Celne3eHKU (BbI-
ctynana Ha 5,0 cM u3 noapedepns). Ha Y3U orMedeHa moBhIIeHHAS IIOTHOCTh JIaHHBIX OPraHoB. B anasm-
3¢ KpoBH: remMornodus 114 r/m, tpomGormtsr 157 x 10°/1, nefikouuntsr 5,6 x 10°/1, HopManbHas popMyia
kpoBu. OOl aHanu3 MOYM, OMOXMMHUYECKHE aHAIM3bI KPOBU B HOpMe. [laTonoruu cepana, modek, JIErkux,
HIMUTOBUHOM *kere3bl He oOHapykeHo. C IarHo30M: ocTpasi TPOMOOIUTONCHUST OONBbHAS TTONTy4Yalla HMMY-
HOTJIOOYJIMHBI, arperanthl. Tepamus okazanach Hed((EKTHBHOW, KOIWYECTBO TPOMOOIIMTOB K HOSOPIO
2009 r. mpoxomKkano cHimKathes 10 87 x 10°/1. B nexabpe 2009 r. B ®I'BHY «Meauko-reHeTndeckuii Ha-
YUHBIM LeHTp uMeHu akaaemuka H.I1. boukoBa» BBISIBICHO CHMIYKECHME aKTUBHOCTH [-D-Ioko3umasbl 110
3,1 Hmonb/Mi1/4ac, yctaHoiieH nuarto3: bBI' I tumna, aerckuii Bapuant. JonoiaHutensHo mo Y 3U uckitoueHa
nopTajbHas TUIEpPTEeH3Us. [Ipy PEeHTTeHONOrHYecKOM HMCCIIeJOBAHUHU BBISBIICHO: JICBBIH KOJICHHBIN CYCTaB
pacronoXxeH Hike mpaBoro Ha 2 cMm. dopMa cycraBa He W3MEHEHa. PacliMpeHbl 30HBI MPErnapaTopHOro
obb13BectBieHns. KonbooOpasHas nedopmanms HwkHer 1/3 muadu3oB GenpeHHBIX KocTel. bonbHast ¢ Map-
ta 2010 r. nonyuana ®3T umurmtonepasoii B o3¢ 600 EJ] (39 E/l/xr) 1 pa3 B 14 gHeii. B Hacrosiee Bpems
KOCTHasi cucteMa 0e3 BUAMMON JedopMalny, JBUTaTelbHAas aKTHBHOCTh B HOpME, YUHUTCS B miKojie. B 00-
[IeM aHaJInu3e KPOBU, MOYH, OMOXMMUYECKUX TIOKA3aTEINSIX MAaTONOrHH HeT. Jlo HOPMbI COKpaTUIINCh Ne4YeHb
U cene3enka. Jloza mmmritonepassl B HacTosee BpeMs coctapisier 800 EJ 1 pa3 B 2 Henenu.

Obcyxaenue. Bee npencrasnennsie ciydan bI” oTHOCATes K | Trmry, Kak u B 11e510M 1o Poccum.

Knmanyeckuit ciryqait Ne 1 — oOpaszen xponudeckoro teuenust bI' [ Tumna y B3pocibix, He pacrno3HaH-
HOW 110 64 IeT )KM3HU OONBHOTO, 3aIyIEHHOCTH 3a00JI€BaHUs C PEIKUM JJISl HEro CHHJIPOMOM TOPTaIbHON
TUIEPTeH3MH, 0e3 (PepMEHTHON 3aMECTUTENIbHOM Tepanuu (KOTOPOi B TO BpeMs He CYIIECTBOBAJIO), ¢ abCco-
JIIOTHO MECCUMUCTHYECKUM IPOTHO30M.

Kmnanyeckue cimydan Ne 2 u Ne 3 — nabmonenne BI' y Opata u cectpbl, HHTEpEeCHB KOMOWHAIIH-
el JOKa3aHHBIX JIBYX TEHETHYECKHX 3a00NieBaHMIA: TeTepO3UTOTHON [-TamacceMuu (C TPOBEICHHOM
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cruteHakToMueil) u BI', muarnoctupoBaHHOW yepe3 § JIeT Mocie CIUICHIKTOMUH, TI0CHIE MOSIBJICHUS (DepMeHT-
HOW JIMarHOCTUKHU AaHHoro 3a0oneBanus. BI” Hacienyercs o ayrocoMHO-periecciBHOMY TUITY (00a poanTe-
751 OoNBHOTO pebeHKa BCerya SBISIOTCS TeTePO3UTOTHBIME HOCHUTENSIMA MYTHPOBaHHOTO aieis. Beposrt-
HOCTH pa3BHUTHS 3a00JIeBaHMs Y Opata WiH cecTpbl OOIBHOTO cocTaBisieT 25 %, a BepOITHOCTh HOCUTENBCT-
Ba Oone3nu y HUX — 50 %). ®3T, npumeHenHas BrepBbie B ActpaxaHckoil obmactu B 2007 r., oka3anach
a¢dexTuBHOM (cecTpe B HacTosliee Bpems 44 roaa, Opaty — 38 JieT, maiueHThl BEAYT aKTUBHBIN 00pa3 xu3-

Knnanyeckuii ciyqait Ne 4 — oOpasel] TsDKEoro rnmopa)XeHusi KOCTHOHM cucTeMbl. B Bo3pacTe msitH Jiet
y O6onbHOro AuarHo3 bI' Obu1 moaTBepkaeH. B ¢BsI3u ¢ renaToCIiCHOMErallel 1 HapacTaHUEM SIBJICHUH T'H-
nepcruiean3ma B 2001 T. BBITIOJNIHEHA CIUIEHIKTOMUS, TIOCNIE YE€ro aHeMHUsl U TPOMOOIUTOIICHUS KyITUpOBa-
quck. 3T ¢ monoxurenbHbIM 3ddekrom ¢ 2006 T.

B cayuasx Ne 2, 3, 4 crieHdKTOMUS OBbLUIA BBIHYKJICHHOW MEPOH B CBSI3U C YIPO30H UIS KU3HU U3-32
TSDKEION TPOMOOIMTONEHUH. B HacTosIee BpeMsl I0Ka3aHo, YTO CINICHIKTOMHSI MOXKET MPOBOIIUPOBATH TO-
paKeHHeE JIETKUX U yCyryounsiTh TshkecTh BI [6].

Caydan Ne 5, 6 — mpumMepbl OBICTPOTO MMPUMEHEHHUSI COBPEMEHHOT0 MeTojia quarHoctuku bI' — ompe-
JIeTICHUsI CHYDKEHHS aKTUBHOCTH [-D-Tiroko3uasel u HezamemmuTenbHoro Havana O3T ¢ xopommm pe3yib-
TaTOM.

3akumouenue. [IpuBenennbie ciyuan 6one3nu ['omre B AcTpaxaHCKoit 06macT, 3aUKCHpOBaHHbBIE 32
46 ner, TIOAYEPKUBAIOT PEIKOCTh JaHHON MATOJIOTUU U OTPA)KalOT BCE BEXU AMATHOCTUKU U JIEUCHUS JTaHHON
KaTeropuy MaueHToB.

B HacTosiiee BpeMs TUArHOCTHKA M KOHTPOJIb Tepanuu 3a00ieBaHUsl 3HAYUTEIBHO YIPOCTHIIUCH 32
cuer 1abOpaTOpHBIX METOJZIOB M HE TPEOYIOT WHBA3UBHBIX MCCIIEIOBAHUN — OMOIICHU TIEUCHH U CENIE3CHKH,
CIUICHO- W TeMaTOMAaHOMETPHHU; TIOBTOPHBIX CTEPHANBHBIX MyHKIWH M TpernaHoOHorncuid. B mpuBemeHHBIX
MpHUMepax IMOKa3aTelIbHbBI JOCTYITHOCTh (PEPMEHTATHBHOW IUATHOCTHKH (BBISBICHHE CHIDKEHHS aKTHBHO-
ctu B-D-riitoko3unasel) U KOHTPONIsS PepMEHTHOH 3aMEeCTHUTEIbHOW Tepanuu (TIOBBIIICHHE aKTHBHOCTH XU-
TOTPHUO3UIA3HI).

[Mpu muddepeHnuanbHON UarHOCTHKE CIITICHOMETalliy HESICHOW STHOJOTHUU CIIEAyeT OMHHUTD, YTO
CILICHIKTOMHUS JIOJKHA MPOBOJUTHCS TOIBKO MOCIe UCKITIoueHust Oore3nu [ orie (onpeaeneHns akTHBHOCTH
B-D-rmtoko3umaser), Tak Kak JHArHOCTUYECKask CIUICHIKTOMUS CKITIOUEHA U3 MPOTOKOJIOB BEJICHUS TalyeH-
TOB ¢ Oome3HbI0 ['o111e B CBSI3M ¢ BO3MOXKHOCTBIO YXYIIIICHUS TeUeHHs 3a00IeBaHusI.

Bce manuentst ¢ 6one3npto ['ome BHecensl B Enmunbiit peructp Poccum B Lentpe ['ome B ®I'BY
«HMMUI] remaTtonorun» Munsapasa Poccun (r. Mockpa). [IpoBomumasi UMUTIIIONEpa30il Tepanus 0OHapy-
Xua 0€30MacHOCTh, KAaKUX-JIMOO0 MOOOYHBIX PEAKIMi y JaHHBIX MMAIIMEHTOB HE OTMEUYEHO.

B cBs3u ¢ penkocThio 3a00eBaHNsT HEOOXOIMMO BBEIICHHE 00pa30BaTENLHBIX IPOTpaMM JUIs Bpadei
Pa3IMYHBIX CHENHaIbHOCTeN (IEAUaTpPOB, TEPANEBTOB, T€MATOJIOTOB, MYJIHMOHOJIOIOB, OPTOMENO0B, TacTpPO-
SHTEPOJIOTOB, HEBPOIOroB). Takoil Momxoa mocrnocoOCTBYET paHHEeH JMarHOCTUKE M CBOGBPEMEHHOMY Ha-
3Ha4YCHUIO (DepPMEHTHOW 3aMECTUTEIILHON Tepaniu, KOTOpas MPUBOAUT K KIMHUYECKOH U J1a00paTOpHOM pe-
MUCCHH 3200JIeBaHHS U MTO3BOJISIET YIYUIIUTh KA4eCTBO JKU3HU OOJIBHBIX ¢ Ooe3HbIo [ome.
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