WHOOPMALMOHHO-METOAUYECKWUE ACMEKTbI

Pe3zonioyus Coeema skcnepmoe no cosepuieHCMao8aHUo
nooxo0008 K 1abopamopHoli duazHocmuke oegpuyuma
JIU30COMHOU Kucnolu nuna3sel 8 Poccuu

Resolution of the Council of Experts on improving approaches
to laboratory diagnosis of lysosomal acid lipase deficiency in Russia

20 nexabps 2019 r. B Mockse coctostiicst COBET DKC-
MEePTOB, B XO¢ KOTOPOTO BEAYIINE CITCIIUATNCTEI 00CYI-
JI TEKYIIME JOCTUKCHUS 1 OTBETIUINA Ha PsII HePEIIeHHBIX
BOIIPOCOB JJA0OPAaTOPHOI TUATHOCTUKY ACHUIINTA JIN30-
coMHoi1 kucioit mmmassl (JIJIKJT) ¢ menpio maabHeRIero
€€ COBEPIIICHCTBOBAHUS B paMKaxX KIIMHUIECKOM T1adbopa-
TOpHOU TTpakTKu B Poccun.

B coBelanuy IpUHSIIN yYacTUE BEAYIIHAE CIICITAATACTEI
B obsacTtu taboparopHoii nuarHoctuku JJIKJI: Baitnako-
Ba I'.B., Bpxo3sosckas E.A., Bopouuna E.H., I'motoB O.C.,
3axapoBa E.10., Kamenen E.A., Kucenes A.B., Masn-
ckuit H.A., ITymkos A.A., Ctpokosa T.B., ®ensgxkos M.A.,
®dummnenko M.JI. Crincok n Mecta paboThl 9KCITEPTOB
MPUBENECHBI B KOHILIE PE3OJIOLIMU.

B xone CoBeta aKcriepTOB OBLIN paCCMOTPEHEI CIICIY-
FOIIME ACIIeKThI COBEPIICHCTBOBAHMS ITOIXOIOB K J1abopa-
TopHoit nuarHoctuke JIJIKJI:

* BOITPOCHI KOHTPOJISI Ka4eCTBa JIA0OPATOPHBIX MCCIIe-
noBaHuii JJIKJI 1 BO3MOXHOCTY OpraHU3alvu LieHTpa-
JIN30BAaHHOTO KOHTPOJISI KAYECTBA;

* 00CYyXIIeHIE HOBBIX BO3MOXHOCTE B MMAarHOCTUKE
JJIKJI. AKTyanbHOCTb aJIbTepHATUBHBIX METOJIOB U3MeEpe-
HUSI aKTUBHOCTH JIM30COMHOM Kucyoi mtassl (JIKJI);

* OIIpeesicHNEe TTOTeHIIMAIbHBIX TOTTOJTHUTEIbHBIX
OMOXMMUYECKMX MAPKEPOB ISl OLEHKU 3(PPEKTUBHOCTHU
pe3yJibTaToB Tepanuu rnauueHTos ¢ JJIKII;

* co3maHue paboveit TPYIITBI SKCIIEPTOB IO U3YUECHHIO

JJIKJI.
JJIKJI — mporpeccupyloliliee HacaeacTBEeHHOE 3a-
OoJyieBaHUE, XapaKTepu3yoleecs HapylleHneM MeTabo-
JIU3Ma JIMTIMIOB, aCCOIMMPOBAHHOE C TTOJMOPTaHHOM He-
MOCTaTOYHOCTBIO M BBICOKOI JleTaabHOCTHIO. 10 Bo3pa-
CTy Ie01oTa BhIIEISIOT ABe KinHudeckue popmbl JJIKIT:
WH$aHTUIBHYIO0 hopMy, 60Je3Hb BoabmaHa, pa3BuBa-
fo1yocs 10 1 roma, 1 60y1e3Hb HAKOTLICHHUS 3(DUPOB XO-
necrepuHa (BHBX). He3aBucuMo ot hopMbl KITMHIYE-
CKWME TIPOSIBJIICHUS 3a00JIeBaHUS KpaliHe pa3HOOOpa3HEI,
YTO CKa3bIBAe€TCS HA CBOCBPEMEHHOCTU YCTAHOBIICHUS
IWarHO3a W MPUBOIUT K paHHE MHBAIUIN3AIIUN U TH-
0eJIv TTallMeHTOB.

KoHTponb KauecTBa
na6opaTtopHoi guarHoctuku ANKJ

OCHOBHBIM METOIOM TTOATBepXKAeHNS quarHo3a JIJIKJI
SIBJISIETCS M3MepeHue akTuBHOCTH hepMenTa JIKJI B cyxmx
nstHax KpoBu (CIIK) meromoMm, oncanHbM J. Hamilton.
AxtuBHocThs JIKJI m3MmepsieTcsl ¢ MCHOJIb30BaHUEM
¢dayoporeHHoro cyocrpara 4-metunymoendepu
naxeMuTaTa (4MU-Pal) B IprCcyTCTBUM KapAuUOJIUITMHA
(Cardiolipin) B kauectBe akTrBatopa JIKJI. OmHako y 3Toro
METOIa CYIIIECTBYET PSIT OTPaHMICHMIA, TIPEXKIIE BCEro Heo0-
XOIMMOCTD IIPOBEACHUSI PeaKIInii B IyOJIsIX, BOSMOXKHEIC He-
crieiIecKre pe3yIbTaThl peaKiiK, OTCYTCTBAC CTPOTHUX
OTPE3HBIX TOUYEK M T.1. Bce 3Th orpaHnIeHnsT CHIDKAIOT 3¢h-
(beKTUBHOCTH MeTOIA M YBEIMYMBAIOT BEPOSITHOCTh OOIIIMX
AHATTUTHYCCKUX OIIMOOK, TPeOysI TOCTOSTHHOTO TTO/IIePXKa-
HUSI CTAOUJIbHOCTU 1 «KaJIMOPOBKW» aHAJIMTUYECKOM CUCTE-
MBI BHyTpeHHUE Banumaiys 1 KOHTPOJIb KauecTBa Jlabopa-
topHoit auarHoctuku JAJIKJI nmpoBonsrcs naboparopusimu
CaMOCTOSITEJTbHO 1 CUCTeMaTIIecKH. BMecTe ¢ TeM, BHEIITHUIA
KOHTpOJIb KayecTBa JlabopaTtopHoii nuarHoctuku JAJIKJI, Ha-
TIpaBJICHHBINA Ha BHISIBJICHUE CICTEMAaTHICCKIX OIITMOOK Me-
Tona nudmepeHus akruBHoctr JIKJI u obecnieueHre eaMHcTBa
n3MepeHuit, Ha Tepputopur PO rmoka He BHEIpPEH.

B pesynbraTe o0cyXaeHUsI JaHHOTO acleKTa COBep-
1LIEHCTBOBaHMSI JabopaTopHoil auarHoctuku JJIKJI akc-
TEePTHI IPUIIUIM K MHEHHUIO O HEOOXOTMMOCTH OpraHn3a-
LI TIOCTOSTHHOTO BHEIITHETO KOHTPOJISI KAYeCTBA MIJIST BCEX
naboparopuii B PO, BHITOTHSIOMNX aHATN3 aKTUBHOCTHU
JIKJI. bbun onpenesneHbl IEpUOANYHOCTb M Ha3HAYEHBI
OTBETCTBEHHEBIE JINIIa. BHEIIHMIT KOHTPOJIb KayecTBa Oy-
JeT IIPOBOAMTHCS 6 pa3 B IO C UCIOJb30BaHUEM «3acjIe-
TUICHHBIX» 00pa310B. YYacTBYIOIIME BO BHEITHEM KOH-
TpoJIe KauyecTBa JJabopaTOpHUH JOJKHBI OYIYT OIPEACINTh
IUTSI KaXKIIOTO KOHTPOJIBHOTO 00pa3iia (1) abcomoTHOe 3Ha-
yenne aktuBHocTy JIKJI, (2) mpolieHT OT cpemHeit Hop-
manbHOI akTuBHOCTH JIKJI B m3mepsiemom obpasiie u (3)
KauyeCTBEHHBIN IMOKa3aTeIb — OTCYTCTBUC WJIM HAJW4UE
caHmkeHnst aktuBHocTH JIKJI, mocTaTroyHoro mj1st KoHCcTa-
tauuu JJIKIL.
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OTBETCTBEHHOI 32 cOOp, MOATOTOBKY U OTIPaBKY
KOHTPOJIbHBIX 00Pa310B B TaOOpaTOPUHU TSI POBEICHUS
BHEIITHET0 KOHTPOJISI KaueCcTBa IPYIION 9KCIIEPTOB pelie-
HO Ha3HAYMTh COTPYIHMKA JTaOOpaTOPUM HACIeACTBEHHBIX
6ome3Heit oomena BeniectB PI'BHY «Mennko-reHeTnye-
CKUIi HayYHBIX 1IeHTp nMeHu akagemuka H.I1. boukoBa»
baitnakoBy I'anuny BukTtopoBHy.

O6cyxaeHne HOBbIX BO3MOXKHOCTelN
B gnarHoctuke AJIKJ

B pamkax o6cyxxaeHusl aKTyaJlbHOCTU albTepHATUB-
HbIX MeToaoB nuarHoctuku JJIKJI 6bl1a npencraBieHa
moaudukanusg namepenuss aktusHoct JIKJI. B HoBoit
MmeTonuke onpeneneHus aktuBHoctu JIKJI mpemnara-
€TCsI OTKa3aTbCs OT McmoJib3oBaHus Lalistat 2 u 1mo-
IOMTHU K OLICHKE C TOYKU 3PCHUST TMHAMMICCKUX ITOKa-
3areyieil. B opurnHaibHOM HMCClIeNOBaHUM aKTUBHOCTh
JIKJI onpenensieTcst Kak pa3HUIa MEXIY IByMSI 3Haue-
HUSIMUA aKTUBHOCTH B ITapaJUICIbHBIX peaKIUsIX B IIPH-
CYTCTBUU MHTUOUTOpA U 6€3 HEero, B CBSI3U C YEM BO3-
pacTaeT BepOSITHOCTh OIIMOKY U3MEpPEeHUI, a, CleaoBa-
TeJIbHO, HEOTHO3HAYHBIX 1 HEKOPPEKTHBIX pe3yJIbTaTOB.
Ecnu ke u3MepsTh moKazaTeln B JUHAMUKE, BEPOST-
HOCTH MOJYy4YEeHUs HEOMHO3HAYHBIX PE3yJhTATOB MOXK-
HO CBeCTU K MUHUMYMY. Kpome Tor0, B OpUTrMHATIBHOM
MmeTone Hamilton 1oBOJMbHO ClIOXHA MHTEpHpEeTALIS
HUTOTOBBIX PE3yJIbTATOB M OTCYTCTBYIOT CTPOIUE OTPe3-
HbIE TOYKH, B CBSI3U C YEM BEPOSITHOCTD OITMOKHU TAaKKe
noBwiaercs. Panee Masi ¢ coaBT. yxe yganoch 3¢ dek-
TUBHO MoauduLpoBaTh MeToa Hamilton 3a cué€T oTcyT-
CTBUS TTapajuIeIbHBIX U3MEPEHUI, OMHAKO TIpemiarae-
MBIt HOBBIN MeTo olieHKM akTuBHOCTH JIKJI 11o3BoIISI-
€T IIPOBOIMTH BCE OIepauu ropa3ngo oeictpee. Kpome
TOTO, IJIsI HeTO TpeOyeTCS MEHbIIE PEar¢HTOB, B CBSI3H C
YeM OH MOXET OBITh 5KOHOMUYECKHU BHITOIHBIM. M3Me-
pEeHUSI, TPOBOIMMBIC B IMHAMMKE, W TIPOCTOTA MHTEP-
MIpeTaliy Pe3yJbTaTOB IMMO3BOJISIT CYIIIECTBEHHO CHU3HUTH
BEPOSITHOCTD OIIIMOKU.

Takxe B xone oOCyKaeHUsT ObLIO TIPOJAEMOHCTPUPO-
BaHO, YTO IEPBUYHBIMU aJIbTePHATUBHBIMU MapKepaMH
JJIKJI ipu cHvkenuy aktuBHocTr JIKJT Hike pedepeHc-
HBIX 3HAUCHUH IIPY UHBIX 3a00JIEBAaHUSIX WJIU TIPU TTOTy4e-
HUM HEOTHO3HAYHBIX PE3yJIbTaTOB M3MEPEHUSI aKTUBHO-
ctu JIKJI («cepast 30Ha») MOTYT BBICTYHATh OKCUCTEPOJIBI
(C-tpmon u 7-KC). bbut moka3aH BEICOKHIT YPOBEHbB CIICIIU -
(bMYHOCTU ¥ IYBCTBUTEJIHPHOCTH JAHHBIX MapKEepPOB IS
CKPMHUHTA ¥ TTOCTAaHOBKM JMarHo3a.

DKCIePTHl OLICHWIN MePCIIEKTUBHOCTD TIONCKA aJlb-
TePHATUBHBIX METOMOB JIaOOpaTOPHON AMArHOCTUKU
HJIKJI, B ToM 4mciie 1 HOBOI MomucuKauuyu Metona. B
XoAe 00CYXIeHUs IKCIIepTaMu ObLIO MPUHSITO pellieHrue

0 MPOJOKEHUN U3YYEHMS TaHHOTO acreKTa, B TOM YHCIIe
00 MCIBITAHUSIX HOBOTO METOAA U aJlbTepHATUBHBIX Map-
KepOoB B OTHOI 13 TabopaTtopuii B PD.

OnpepeneHne NoTeHUMANbHbIX
AOMOJIHUTENbHbIX 6OXMMUNUYECKNX MapKepoB
ANA oueHKN 3pPeKTUBHOCTUN pe3yNbTaToB
Tepanuun nayneHToB ¢ IJIKJ1

OnpHUM 13 HanboJIee aKTyaTbHBIX BOITPOCOB (DEpMEHT-
3aMmecTtuTenbHou Tepanuu AJIKII siBnsieTcst Borpoc anbrep-
HATWBHBIX OMOXMMHUYECKUX MApPKEePOB JJIS OLICHKU ee 3¢-
(beKTUBHOCTH. AKTYaJIBHOCTD 3TO# IIPOOIeMBI OATBEPK-
JA0T (DAKT HU3KOM TMarHOCTUYECKOM Y MPOTrHOCTUYECKOM
3HAYMMOCTH TPATUIIMOHHBIX MApKEPOB MOBPEKICHUS T1e-
YEHU U ITOKa3aTeIeil TUIMMIHOTO MpodIs, a TAKXKe 3aBU-
CHMOCTD XapaKTepa W CTCIICH! BEIPAXKEHHOCTH MATOJIOTH -
YECKUX IIPOIIECCOB OT HAJTMYMS TE€X WJIM MHBIX BAPHAHTOB
BTeHe LIPA.

br1a npeacrasiaeHa paboTa 110 IMOUCKY albTepHATUB-
HBIX OMOXMMHUYECKUX ITOKAa3aTeIeH 1JIsi MOHUTOPHWHTA T1a-
IIMEHTOB B Iporecce hepMEeHT3aMEeCTUTEIBPHON TepaIlii.
IIpu comocTaBieHNN KIMHAYECKUX 1 Ta00OPATOPHBIX JaH-
HBIX, pe3y/IbTaTOB aHAIN3a AKTUBHOCTU XUTOTPUO3HUIA3bI
¥ KOHIICHTPALINiA OKCUCTEPOJIOB B KPOBU OOJIBHBIX IOII-
TBEPXKIECHO HATMINE TeHO-(PEHOTUITMUECKIX KOPPEIIIIINA
BHYTpM rpymibl nanueHToB ¢ BHOX. BrisiBneHs! paznmm-
s B OMOXUMHUIECKOM MPO]HIE TOMO- Y T€TePO3UTOTHBIX
HocuTeneil BapuanTa ¢.894G>A. [1okazaHa oqHO3HAYHAS
TEHACHIIVS K CHIDKEHHMIO KOHIIEHTPAIINU OKCUCTEPOJIOB Ha
done bepmeHT3amectuTenbHoit Teparmu JJIKII.

DKCIepTHl MOATBEPAUIN 3HAYMMOCTh 1 YCTAaHOBWIIA
0e3aIbTepHATUBHOCTD MCIIOIb30BaHUS TAaHHBIX OMOXM-
MHYECKMX MapKEPOB, a TAKKE MPEIJIOXIUIA UX UCIIOIb30-
BaHUE IJISI MOHUTOPUHTA 3(D(HEKTUBHOCTHU (hepMEHT3aMe-
cTuTeNIbHOM Tepanuu y namueHToB ¢ JJIKJL.

Co3paHue pa6oueii rpynnbl SKCNepToB
no nsyyeHuto AJ1IKN

brita coznana paboyas rpymnna o usydeHuro JJIKJI,
BKJII0YAs TaOOpaTOPHYIO IMarHocTuky. B pabouyto rpynmy
BOLIUIM cleayloliue 3kcnepTol: baiinakosa I'.B., bpxko3os-
ckag E.A., Boponnna E.H., I'notos O.C., Kamenen E.A.,
Kucenes A.B., Ilymkos A.A., Crpokosa T.B., ®exnsikos
M.A., ®mmnenko M.JI.

PykoBomutensimu paboueit rpynIibl Ha3HAYEHBI 3axa-
poBa E.}JO. u Magnckuii H.A.

DKCHEPTHI:

baiinakosa I'iimna BukTopoBHa — Benylvii Hay4YHbIA
COTPYIHMK JIabopaTopuy HACIEACTBEHHBIX 00J1€3HEN 00-
MeHa BellecTB, MeauKo-TeHeTUUEeCKUI HayYHbIIA LIEHTP
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uM. akagemuka H.I1. boukoBa, KaHIUIAT OMOJIOTUYECKUX
Hayk, I. Mockasa.

Bp:ko3oBckas EkaTepnna AHaToIbeBHA — HAYYHBIN CO-
TPYIHUK JJa00OPaTOPUU IKCIIEPUMEHTATBHON UMMYHOJIO-
MY 1 BUpycojoruv, HalmoHaIbHBIM METUIIMHCKWIA MC-
cJlenoBaTeabCKUI LIECHTP 300POBbs neTeld, r. Mocksa.

Boponuna Enena HukosiaeBHa — HayYHBI COTPYTHUK
Jlabopatopuu papMakoreHOMUKU, MHCTUTYT XUMUYECKOM
ouonoruu u pyHaameHtaabHoit MeauunHbl CO PAH, kaH-
IuaaT Ouogorndyeckux Hayk, r. Hopocubupck

Inoros Oner CepreeBud — HavyaJIbHUK CEKTOpPA KJIU-
HUKO-TeHeTn4YecKuX nccienoBannii, ' KbNe40, kannumat
Ouosiornyeckux Hayk, . Cankr-IletepOypr

3axaposa Ekatepuna IOpbeBHa — 3aBenyolas j1adbo-
patopueil HacJeACTBEHHbIX 00Jie3Heil 0OOMeHa BElIECTB,
Menuko-TeHeTUYECKII HayIHBIM LIEHTP UM. aKajgeMuKa
H.I1. boukoBa, TOKTOp MEAULIMHCKUX HayK, I'. MOCKBa.

Kamenen Enena AHaToJbeBHA — HAyYHBIA COTPY/I-
HUK J1abopaTOpUU HACJIEICTBEHHBIX OOJie3HEell oOMeHa
BeIIeCcTB, MenMKO-reHeTUIeCK HayYHBI LIEHTP WM.
akanmemuka H.I1. boukoBa, Bpau-1abopaTopHblii reHe-
TUK, T'. MockBa.

Kucenes Auton BauyeciaBoBu4 — 3aBeIyIOLIMIA J1a00-
patopueil MOJIEKYJISIPHOI T€HETUKU U TeHHOU Tepanuu,

HWW AxyiepcTBa, TMHEKOJOTUU M PEIPONYKTOJIOTHUY UM.
H.0. Orra, 1., KaHAUIAT OMOJOrMYECKUX HayK, T. CaHKT-
ITeTepOypr

Masunckuii Hukonaii AnnpeeBrud — 3aBEIyIOIINIA [IEHT-
pOM J1labopaTopHOI AMarHOCTUKU, Poccuiickas geTckast
kianHuveckas oonbHuia PHUMY um. H.A. IMuporosa,
JTOKTOP MEAULIMHCKUX HayK, podeccop PAH, r. Mockaa.

ITymkoB Anekcanap AnekceeBHd — BEAYIIUI HAyYHbI
COTPYIHMK JJaO0OPaTOPUU MOJIEKYJISIPHON TeHETUKU U Me-
IUIUHCKOM reHOMUKH, HaltmoHanbHbI MeAULIMHCKUI
HCClIeNOBaTebCKUI LIEHTP 3M0POBbS AeTeil, KaHAUIAT
OuoJIOrMYecKux HayK, I. MockBa

CrpokoBa TatbsiHa BukTopoBHa — 3aBeayroiiasi otae-
JICHUEeM TeAUaTPUIeCKOl raCTPO3IHTEPOJIOTUM, TelaTo-
Joruu u auetosiornu, GenepaabHbIN NCCIEI0BATETBCKUIM
LIEHTP NMUTAHUS U OMOTEXHOJIOTU U, TOKTOP MEANIIUHCKUX
Hayk, mpodeccop PAH, r. Mocksa

®@enskoB Muxaun AHIpeeBHY — HAYIHBIM COTPYTHUK
TeHEeTUYECKOl TabopaTopuu, Bpau-1a00paTOpHbIA TeHe-
™K, TKBNe40, r. Cankr-IleTepOypr

@Ouumnenko MakcuM JIeoHHI0BIY — 3aBeIyIOLICH J1a-
Ooparopueii dapmakoreHoMuKu, MHCTUTYT XUMUYECKOM
ouonoruu u pyHonameHtanbHoi MeauuuHbl CO PAH, kaH-
IUaaT OUOJIOrMYecKuX Hayk, I. HoBocubupck
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