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Jebnuynt 1M30COMHON KMCI0M nnasbl — peaKas Hac/leCTBeHHas rnporpeccupytollas 6o1e3Hb 06MeHa nMnuaoB, Np1MBo-
Aslas K pa3BUTUIO aTePOCK/1epo3a, rernaTocrnieHoOMeraamnu, LiMppo3a nevyeHun, MaababcopbLmnm u pyrux CUMNTomMoB. [1pu
OTCYTCTBMM CreLUPMIeCcKoro 1€4eH1s nporHo3 A5 nawumeHTa HebaaronpusiTHbIA, MO3TOMY KpalHe Ba)KHa CBOEBPEMEH-
Has anarHoctTuka 60/1e3HU. YacToTa BCTpedaemMocTu ageduumnta IM30COMHON KMCI0M nmna3bl B Poccurickon depepammn
HEeU3BECTHa; y4nTbiBasi PeAKOCTb CayYyaeB 3a60/ieBaHUs, BbICOKa BEPOSITHOCTb MMNoAnarHOCTMKU. B 3ToM cBsI3n 0cobyto
aKTyaslbHOCTb UMEIOT NMpPefCTaB/IeHHbI€ Pe3y/bTaTbl UCC/Ie]0BaHNS PacnpoCTPaHeHHOCTU JaHHON 60/1e3HM.

Knr4eBbie cnoBa: 1ep1LNT TIM30COMHOM KMCI0M iMNasbl, 60/1€3HU HAKOMIeHWSs, MyTalluu, YacToTa BCTPE4YaeMOCTH, AETH.
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The Incidence of Lysosomal Acid Lipase Deficiency
in the Russian Population

Lysosomal acid lipase deficiency is a rare hereditary progressive disease of lipid metabolism leading to the development of
atherosclerosis, hepatosplenomegaly, liver cirrhosis, malabsorption, and other symptoms. In the absence of specific treatment, the
prognosis for the patient is unfavourable, so timely diagnosis of the disease is extremely important. The incidence of lysosomal acid
lipase deficiency in the Russian Federation is unknown. Given its rarity, there is a high probability of hypodiagnosis. In this regard, the
presented results of the study of this disease prevalence are of particular relevance.
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BBEAEHMUE

Jedunumnt nnsocomHon kucnon nunasbl (AJIK) — pea-
Kas HacneacTBeHHas nporpeccupytoulas 6onesHb o6MeHa
nununagoB [1]. MatoreHe3 cBs3aH C HakonjaeHunem abupoB
XONecTepuHa U TPUIMLIEPUAOB B OpraHax M TKaHsX, 4TO
NPUBOAMT K Pa3BUTUIO aTepOCKIepo3a, renaTocrnieHome-
ranuu, LMppo3sa nevyeHu, manbabcopbunn 1 Apyrux CUMNTO-
MOB. B 3aBMCMMOCTHM OT OCTAaTO4YHOW aKTUBHOCTU hepMeHTa
IN30COMHOW Kucnon nunasbl (JIKJT) BbiaensatoT pasnnyHble
dopmbl 3ab60/1EBAHMUS.

Bone3Hb BonbmaHa — paHHAsa Txenas dopma, aKTUB-
HocTb JIK/T — meHee 1% [2, 3].

Bone3Hb HaKonneHus aPpUpPoB xonecTtepmHa — MO3AHASA
dopma, 6onee MArKkoe TEYEHUE, aKTUBHOCTb depMeHTa
B npeaenax 1-12% [4].

Y 60nbLWMHCTBA NaLMEHTOB BbISB/IAIOTCS FOMO3UIOTHbIE
M KOMMNayHA-reTepo3nroTHble MyTaLumu B reHe LIPA, KOTopbIn
Koaupyet JIKJ1. B HacToswee Bpems onucaHo 6onee 40
pasnnyHbIX MyTauum [5]. NaToreHHbIn BapnaHTt ¢.894G>A —
caMbl YacTbl AN eBponenues, BcTpevaetca B 50-61%
cnyyaeB [6-8].

CymmapHasa 4actota AJIKJ1 coctaBnsier 1/40 000-
300 000 gns paznuyHbix nonynauum [7, 8]. JaHHble 0 4acTo-
Te 3aboneBaHus B Poccumn otcyTcTBYIOT. Omnaaemas uudpa
coctaBnser 1/100 000-150 000 [9, 10]. B HenaBHeM
BpeMeHn B CaHkT-lleTepbypre Ans AByX NaUMEHTOB Obin
reHeTM4ecku noaTeepraeH aumarHos AJIKJ1, yto roBopuT
0 KJIMHUYECKOW HAaCTOPOXKEHHOCTM Bpayen NeEPBUYHOIO 3BE-
Ha. TeM He MeHee BOMPOC O peasibHOM PacnpoCTPaHEHHOCTH
3a60/1eBaHUs OCTAETCH OTKPbITbIM.

[aHHoe uccnepoBaHue npeactaBnsgeT co60M NMUNOTHbIN
NPOEKT ANS NO/yYeHUs aKTyallbHbIX AaHHbIX 0 YacToTe AJIK/
B Poccuiickon degepaumn.

METOAbl UCC/IEAOBAHUA

Ona oueHkn yvactoTbl AJIKJT B poccurcKoW nonyns-
LMN ObIIM BbIFPYKEHbI [JaHHblE 3K30MHOIMO0 W FEHOMHOro
CceKkBeHupoBaHua 523 yenoBek u3 CeBepo-3anagHoro
1 LleHTpanbHoro pernoHoB PP (ceKBeHMpoOBaHWE NPoOBEAEHO
Ha 6a3e PL, «<bnobaHk» CI6I'Y). B aaHHyt0 BbIGOPKY BOLLIN
06pa3sLbl KPOBW MaLMEHTOB C MOHOTEHHLIMU (MOHOTEHHbIE
dopMbl caxapHoro anabeTa, HacNeACTBEHHblE HapyLIeHUs
CcoeanHUTENbHOM TKaHW, HacNeACTBEHHbIE HapyLIEHUs obme-
Ha BelwecTB U apyrve opdaHHble 3a60neBaHNs) U MyNbTU-
GaKTOpHbIMK 3a601EBAHMUAMM (OXKMPEHME, CaxapHbIn AMabeT
2-ro TMNa), a TakXe 06pasLbl KPOBU KOHTPObHOM NOMNYNALM-
OHHOW rpynnbl. MaUMEHTOB C KIMHMYECKUM anarHo3om AJS1K/
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B MpeacTaB/ieHHOM BbIOOpPKE He 6blno. NpoBoanica aHanmsa
reHOTUMNOB MO NaToreHHOMyY BapuaHTy c.894G>A.

PE3YJIbTATbHI

B pesynbrate aHanusa gaHHbIX B 2 o6pasuax M3 523 6bin
BbISiB/IeH BapuaHT ¢.894G>A B reTep0o3uUroTHOM COCTOSIHWUH,
4YTO COOTBETCTBYET YacToTe 1/262 B uccneayemon nonyns-
umun. Takum 06pa3oM, pacyeTHas YyacTtoTa reTepo3nroTHOro
HOCUTENbCTBA BCEX MaToreHHblX BapuaHToB B reHe LIPA
MoxeT gocturaTb 1/130. Mo 3aKkoHy Xapav—BanH6epra ato
COOTBETCTBYET OLlEHOYHOM YacToTe 3ab6oneBaHua 1/67 600.

BbIBOAbI

OJIKJT — penkoe ayToCOMHO-pelieccMBHOe 3aboneBa-
HWE C 3KCTPemalibHO HWU3KOM 4acTOTOM B €BPOMEWCKMX
nonynauusx. lNpeanonaraetcs, 4To 66nbWAsg YacTb nauu-
€HTOB OcTaeTcsl Heo6CcneaoBaHHOW MM NOCTYNaeT B CeTb
HaLMOHaNbHOro 3/1paBOOXPaHEHUS C APYTMMU AMArHO3amu,
4YTO He MNO3BOJISET OLEHUTb peanbHylo 3ab60/eBaemMoCTb
HaceneHus. MNpoBeaeHHbIN aHanM3 AaHHbIX CEKBEHUPOBA-
HMA 523 YyenoBeK M3 POCCUMCKOM NONynaumMu aan ocHoBa-
HMe nonaratb, 4To YacTtoTa AJIKJ1 B P® MoxeT cocTtaBnsth
1/67 600. na 60nee TOYHOro pacyeTta naaHuMpyeTcs pac-
WMPKUTb UCCeayeMyto rpynmny 3a CYeT KOHTPO/IbHbIX 06pa3-
LoB, nmetoumxcs B pacnopsikeHun PL, «brno6aHk» Cr6ry
n brnobaHka CI6 'bY3 «fopoackas 6onbHuua» N2 40.
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