HayuHo-meToanyeckas pab6oTa Ha Temy:

ABOPATOPHbIE TECTbI NMPU JIN30COMHBbI
BOJIESHAX HAKOIMJIEHUA: 3BHAYEHUE AJiA

AWATHOCTUKU U KOHTPOJIA JIEHEHUA

3axaposaE. |0, . M. H.
baiipakoBa . B., K. 6. H.

®rbHY MepauKo-reHeTUYECKUin HayYHbI LLeHTP

MockBa
2018

SARUS1850115 Aldurazyme - DBS brochure (copy)_03.indd 1 @ 08/11/2018 11:39



®

BeBepeHue......................

®depmeHTHasa guarHocTuka JIBH.............cccceaeeeee..

MeTtabonuTtbl u gpyrue 6uomapkepbl npu JIbH.......

OHK-pnarHoctuka JIbH

3ak/iroyeHume.................

SARUS1850115 Aldurazyme - DBS brochure (copy)_03.indd 2

@

17
21
27

08/11/2018 11:39



BBepneHue

JInsocomHble 60ne3HN  Hakonnewua (/IBH) — rpynna HacneaCTBEHHbIX
meTabonnyecknx  3aboneBaHWii, CBA3AHHbLIX CO  CHWMKEHMEM  aKTUBHOCTU
JIM30COMHbIX TMAPOMA3 UAW HapyWweHWEM CUCTeMbl TpaHcrnopta 6enkos u
cybcTpatos B iM3ocombl. OKono 50 3ab6osieBaHMIM OTHOCAT K rpynne JIBH, kaxgoe 13
KOTOPbIX BCTPEYAeTCA KpalHe peaKo, HO MX CyMMapHas 4acTtoTa COCTaBaseTr
npvmepHo 1:7000 K1BbIX HOBOPOXKAEHHbIX. BO3MOXHO, YTO UCTUHHAA YacToTa 3TUX
3ab0/1eBaHMI HeAOOLEHEeHa, NOCKOIbKY MOTYT BCTPEYATbCA aTUMMYHble GOpPMbI C
NMopasKeHMem OAHOM CUCTEMbI OPraHOB, MATKME, MPAKTUYECKM BeccMMNTOMHble
deHoTMMbl, KOTOpble HapsZy C  4YPe3BblYAWHO  TAMKEJbIMW  BapuaHTaMu
[AMarHocTMpoBaTb TPYAHO.

[o HepaBHero BpemeHn meauLmHa He pacnosarana a¢deKTMBHbIMU cpeacTBaMum
neyeHus 6onbHbIX ¢ JIBH. B nocneaHune gecatnneTvs 6bi11 NpessiorKeHbl HECKObKO
NOAXOLO0B K JIEYEHWIO 3TUX HACNAEACTBEHHbIX 60/ie3Hei: TpaHcnAaHTauua
reMorno3TUYECKNX CTBONIOBbLIX KieToK (TIFCK), pepmeHTHas 3amecTuteibHasA Tepanms
(P3T), orpaHuyeHne cuHTe3a cybcTpata, Tepanus  GapMaKoNOrMYecKMmm
LanepoHaMu, reHoTepanus, KNeTouyHaa Tepanusa. MHorme U3 HUX Ha CEroOAHALLIHUMI
[EHb ABMAIOTCA NNLLb SKCMEPUMEHTA/IbHbIMUK, HEKOTOPbIE YXKe MONYYUIU LUMPOKOE
pacnpocTpaHeHne 1 NPUMEHAIOTCA BO MHOTUX CTpaHax, B TOM yncne u Poccun.

MoneKynapHble MexaHu3mbl 3TmonatoreHesa JIBH cxogHbl. Bce oOHM
06ycn0BAEHbI MYTALUMAMW TEHOB, KOHTPOJIMPYHOLLUX NPOLECC BHYTPUAN3OCOMHOTO
rmgponnsa MakpomoseKkyn. MyTauuum cOOTBETCTBYIOLMX FEHOB MOTYT HapyliaTtb
CUHTE3, CO3peBaHWe WAW TPAHCMOPT CaMWUX JIM30COMHbIX depmeHTOB, GenKos-
aKTMBATOPOB UM HENKOB, KOHTPOIMPYIOLWMX TPAHCNOPT cybCTPaToB, NoA/eKaLLmnx
rMaponnsy.

[narHoctuka JIBH, Kak npaBuio, BKAKOYAET HECKO/IbKO 3TamnoB: KAWMHWUYECKYHO

OMArHOCTUKY (AMarHo3 [o/mKeH ObiTb 3anof03peH BPayoM Ha OCHOBAHWM
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COBOKYMHOCTU  K/JMHUYECKMX  CMMMNTOMOB), BOMOXMMMYECKYID  AMarHOCTUKY
(onpeseneHve aKkTMBHOCTM depmeHTOB U  gpyrux 6uomapkepos) u  [OHK-
AMarHoCTUKy (BbiABNEHME MyTaUMi B reHe). Ha Bcex aTanax 3Toi A4MarHoCTUKM Bpaum
CTa/IKMBAIOTCA C OnNpeAeseHHbIMU TPYAHOCTAMWU. B AgaHHOM MHPOpMaLMOHHOM
bykneTe ByayT pacCMOTPEHbI BOMPOCHI, CBA3aHHbIE ¢ N1abopaTOPHOM ANAarHOCTUKOM

HeKoTopbIX JIBH.

TecTbl, KOTOpPble NPUMEHAIOT ANA ANArHOCTUKKU JIBH

Ha KavHuyeckom ypoBHe aumarHos JIBH morkeT ObiTb TONbKO 3amo4o03peH, U
AanbHenwan AMarHoCTMKa LLe/IMKOM 3aBMCUT OT NPUMEHEHUA WMPOKOro CrekTpa
BMOXMMUYECKUX U MONEKYNAPHO-TEHETUYECKUX METOLOB.

CnepyeT OTMETUTb, YTO «30/10TbIM CTaHAAPTOM» AnarHocTukm JIBH asnatoTca
broxmmuueckme TecTbl. MNpexae Bcero, aTo onpeaeneHne akTMBHOCTU GepmMeHToB
JIN30COM, @ TaK)Ke KOHUeHTpauuu metabonutos. AHK-gnarHoctMka Heobxoamma
ONA NpoBeAeHMA NPeHaTaNbHOW U NPEeUMNIAHTALMOHHOW ANArHOCTUKM B CEMbE, B
page cnyyYaes nosesHa ana yctaHosneHus Gdopmbl 3aboseBaHuA (Hanpumep, npu
MMC | Tvna u 6onesHn Mowe). [Na MOHUTOPUHIA Tepanuu Noae3HbIMKU ABAAIOTCA
onpeaeneHne metabonnToB (rMMKO3aMUHOMIMKAHOB, /IN30COUHTONNMNAOB) U
BTOPUYHbIX BUOMAPKEPOB, TAKUX KaK XMTOTPMO3MAa3a, NErOYHbIA XeMOKMH CCL18,
aHIMOTEH3MH-KOHBepTUpyowmin depmenT (ACE) n gpyrux.

MeToapbl onpefeneHna akTUBHOCTU $epmMeHTOB M MeTabonutoB B NATHaX
BbICYLUEHHOM KpOBM, MNONYYMBLUME PaCNpOCTPaHeHMe B MocnegHue roAbl,
Y)Ke aKTUBHO NPUMEHAIOTCA ANA AMArHOCTUKWM Hac/neACTBEHHbIX 3aboseBaHui

(tabnuua 1).
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Tabnuua 1.

Mpumepsbl

npumeHeHnem TexHoN0rmmn TaHAEMHOM MaCC-CNeKTpoOMeTpUuun.

JIBH, AnAa KoOTopbIX NPOBOAMTCA AWMArHOCTUKa C

1-pocdoTpaHcdepasa

3abonesaHune TeH, MyTaHTHbIN pepmeHT MeTabonutbl u | JledeHue
nokanusauma 61omapkepbl
[ONA KOHTpOAA
neyeHus
MMNCI IDUA, 4p16.3. a-L-naypoHngasa Al ®3T, TICK (ans
TAKENbIX popm)
bonesHb Nowe GBA, B-D-rntoko3npasa xutoTpnosmgasa | P3T, manbie
1922 (rntokouepebposmaasa) |, LysoGL1 MOIEKYIbI
(GlcSph)
BonesHb Pabpu GLA, a-ranakrosngasa LysoGB3 3T, manble
Xq22.1 MONEKyNbI
BonesHb Nomne GAA, o-rNoKo3naasa Glc4 (Glcal- 3T
17925.3 6Glcal-4Glcal-
4Glc)
bonesHb HumaHHa- | SMPD1, couHrommennHasa LysoSM PaspabatbiBaetca
MukaTin An B 11p15.4 3T
BonesHb Kpabbe GALC, ranaktouepebposmgasa | GalSph TICK (Ha paHHUX
14931.3 cTaguax
6onesHn)
Mykonmnungos I, Ill | GNPTAB,12g23.2 | N-auetunrniokosamuH- | Het Het neyenuna

B 6auxkariwmne rogabl OXXMAakoTCA KOMMepYeCKMn AOCTynHble TeCT-CUCTeMbl ONnA

BbifaBfeHusa apyrnx JIBH (mykononucaxapugosos I, 1B, VI, IVA, VII Tunos,

HeMpOHaANbHOMO LepouaHoro avnodycumHosa TMn 2), a B NepcrnekTMee cnepyert

0XKMAATb paclMpeHuns nepeyHn 3abosesaHnit, A KOTOPbIX ByAyT AOCTYNHbI TECT-

CUcTembl.
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®depmeHTHasa guarHocTuka JIBH

dPepMeHTHasA AMArHocTMKa - onpegeneHue akTUBHOCTU (GEePMEHTOB JIM30COM
ABNAETCA  «30/I0TbIM  CTaHAAPTOM»  1abopaTOpHOW  AMarHocTMkM  JIBH.
CoBpemeHHble TEXHO/IOTMM  MO3BOJIAOT  ONpefenaTb aKTUBHOCTb  GepMeHTOB
NIM30COM B /IeMKOLMTaX KPOBM, Ky/AbType KOXHbIX ¢nbpobractoB, BOpCUMHaX
XOpMOHA W MATHAX BbICYLIEHHOW KpoBW. [Jna 3TOro npumeHAtoTcA  ABa
OCHOBHbIX MEeTOAMYECKMX Noaxoaa - GNyopuMeTprUUecKmii MeTos, 1 onpeseneHue
AKTUBHOCTM GepMeHTOB C NPUMEHEHWEM TaHAEMHOW MacC-CNEeKTPOMETPUN.

O6LWmi NPUHLMA NPUMEHEHUA GAYOPOreHHbIX CybCTPaTOB COCTOUT B TOM, YTO
cybecTpaT npeacTaBaseT cobol xMmuyeckoe npousBogHoe ¢ayopoxpoma, He
cnocobHoe K dnyopecueHUMM B MUCXOAHOM COCTOAHWU, HO NoOA AeWCTBUEM
MOJIEKYN ~ COOTBETCTBYHOLLMX depmeHTOB cybeTpat KaTannTuyecKkn
pacuennfetca ¢ ocBoboxaeHnem ¢ayopoxpoma, ¢ayopecueHLMIo KOTOpPOoro
MOXHO NU3MepUThb. ®nyoporeHHble cybeTparl Ha ocHoBe 4-
metunymbennndepoHa  ABAAIOTCA  OYEHb  YYBCTBUTENbHbIMMU " c  ux
NMOMOLLBI,  BO3MOXHO  OMpefenATb  aKTUBHOCTb (GEpMEeHTOB  Jaxe B
MWKpOKoanYecTBax 6OuonorMyeckoro matepuana (NATHAX BbICYLIEHHOW KPOBW).
Kak npasuio, aKTUBHOCTb depmeHTOB y 60nbHbix ¢ JIBH coctaBaseT MeHee
10% oT HOpMbl M NpuM MPOBEAEHUM  BUOXMMWMYECKOrO TeCcTUPOBaHUA
YCTaHOB/IEHNE TOYHOFO [AMarHo3a He COCTaBAAET 3HAYUTesIbHbIX TPYAHOCTEN.
OgHako, cywectsyeT pag  GakTopoB,  3aTPYAHAOWMX  UHTEpnpeTauuio
61MOXMMMYECKMX UccnenoBaHun. OAMH U3 HUX — HaZiMuMe B FeHe TaK Ha3blBaeMblx
annenen  «nceBaoHeLOCTaTOYHOCTUY, KOTOpble MNPUBOAAT K  M3MEHEeHUAM
CTPYKTYpbl depmeHTa M He no3BOAAOT OeNKy afeKBaTHO  pacwennaTb
WCKYCCTBEHHbIV cybCTpaT in vitro, Npyu 3TOM C eCTecTBeHHbIM cybcTpaTom AaHHbIN
bepmeHT He MOKa3blBaeT  CHUNKEHUA AKTUBHOCTU. 370 ABreHne

onucaHo Ana apuncynbdatasbl A (meTaxpomaTuyeckasa nenkoguctpoodma),

6
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B-ranaktosupasbl  (GM1-raHrnvosug), o-uAypoHMAasbl  (MyKomnoaucaxapuzos
™n 1), o-ranakrosnpgasbl (6onesHb Pabpu), ranaktouepebposmngasbl (6onesHb
Kpabbe).

MeToa TaHAEMHOW Macc-CNeKTPOMETPUM 3aBoeBan 6oAbLUY NOMYAAPHOCTD,
NOCKONIbKY SIBNSAETCA BbICOKOYYBCTBUTE/IbHBIM M MPOU3BOAUTENbHLIM U TpebyeT
HebonblWOro  KonuyectBa  6GWoONOTMYECKOro  maTtepuana. TecT  ABAsAeTcs
BblCOKOCMEUMDUYHBIM AN KaXKAOro KOHKPETHOro 3abosieBaHWA, MOCKO/bKY
NPUMEHSALIOTCA cybCTpaThbl, 6M3KME NO CBOEMY CTPOEHMIO K HATypasibHbIM. [pyrum
HEMa/IoBaXKHbIM TMJILOCOM  MeToAa ABAAETCS BO3MOMXKHOCTb OZHOBPEMEHHOro
onpeaeneHna akTUBHOCTU HECKONbKMX GepMeHTOB, YTO MO3BO/IAET MPOBOAMUTHL
nccnegosaHue Ha pag JIBH. B paHHoe Bpemsa pa3paboTaHbl TeCT — cucTemMbl gas
aHanM3a 6 IM30COMHbIX GEPMEHTOB, HO CNeAyeT OXKMAATb, YTO Yepes HEeCKOJ/IbKO
NeT NoABUTCA BO3MOXHOCTb ONpeaenaTb aktuBHocTb 10 u 6onee bepmeHTOB B
OZHOM MATHE KPOBW.

PucyHoK 1. Cxema onpeaeneHuns akTMBHOCTU IN30COMHbIX pepPMEHTOB C

MOMOLLbIO TAaHAEMHOW MacC-CNeKTPOMETPUN.

. oGpased| uakoctHas i
\ SKCTpaKuma m-
—i d— ¥
Cy6cTparthl MHKy6aums ‘l/
BHyTpeHHMe
CTaHZapTbl MC/MC aHanu3

OCHOBHOW NPUHLUMN MeToAa (PUCYHOK 1) COCTOUT B CAeAytoLLeM: K NATHAM KPOBHM
fobasnfeTtca cmecb cybCTpaToB M BHYTPEHHMX CTaHAAPTOB (C  WM3BECTHOM
KOHUEHTpaumen) B bydepe c onTumanbHbiM pH. depmeHTHas peakuusa, Kak
npasuno, nposoantca 16-18 yacos npm 37°C.

Mocne WHKy6aLUMKM peakums OCTaHaBAMBAETCA CMeCbio pacTBopuTesnen W
NPOBOAMTCA KUAKOCTHAA IKCTPAKLUMA ANA yAANEHUA OCTaBLUMXCA B CMECU Conen -

oTBbUpaeTCA BEPXHMI CNOM PaCcTBOPUTENA, BbICYLUMBAETCA M NOBTOPHO PacTBOpPAETCA
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B MobubHOM dase. MoyYeHHbI PacTBOP, COAEPKALLMIA BHYTPEHHME CTaHAAPTLI U
NpPoAyKTbl GePMEHTHOM peaKkLMm, BHOCUTCA B MacC-CNEKTPOMETPUYECKYHO CUCTEMY.
AKTMBHOCTb pepMeHTOB paccymTbiBaeTca no popmyne:

Ae = ((P/1S) x [IS] x Vis)/(3.1 x ti)

rae [IS] - KOHUEHTpauua BHYTPEHHEro CraHZapTa B aHa/iM3MpyemMoi cmecu
(MKMmOb), ti - Bpema nHKy6aumu (4.), (P/IS) - oTHOLWIEHUA NiowWaamn NMKa NPOayKTa
K niowaam nvKa BHYTPEHHEero cTaHgapTa. Xpomatorpaduueckoe

pasgeneHune nNpeacTaBaeHO Ha PUCYHKe 2.

PucyHOK 2. XpomaTorpamma npoayKTos GepMeHTON peakLmmn U BHYTPEHHMX

CTAHZAAPTOB ANA 6 IM30COMHbIX pepPMEHTOB.

3

ASM 1S
ASM P

IDUA IS
IDUA P

3abop 6MomaTtepuana anAa AMarHOCTUKMU B NMATHAX KPOBU

HecobnopgeHune npasun 3abopa 6uMomatepuana - OCHOBHASA MpPUYMHA
HeMHPOPMATUBHbIX TECTOB.

KpoBb cobupaeTcs Ha CTaHOApPTHYO KapTouky-¢ounbtp (Ne903), koTopas
NPUMeHseTCca AN CKPUHWMHIA HOBOPOMKAEHHbIX B Poccuiickoi ®Penepauum man
aHaNOTUYHYIO AN MNOAYYEeHMA CyXOro NATHA KpoBW. KpoBb MOKeT 6biTb, KaK

KanuanapHasa (M3 nanbua, NATKKM), Tak U BeHO3Has. BeHo3Has KpoBb cobupaeTcs B

8
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nNpobupKy, aKKypaTHO NepemeLlMBaeTcs U 3aTem ObICTPO C MOMOLLbIO MUNETKU
HaHocuTcA Ha GuAbTp No 25-50 MKA KPOBWM Ha KaxAayl BblAeseHHyto ob6nacTb.
Heobxo4MMO XOpowo nponuTaTb BblaefeHHyto obnacte Ha oéunbTpe (puc. 3).
MpegnoytuTenbHo cobupatb obpasubl nocne eapl yYepesd 40 MuHYT - 1 yvac.
BO3MOMHO TaK»Ke OCyLLeCcTBUTb 3a60p KPOBU M HATOLLAK.

PucyHoK 3. O6paseL, NpaBunabHOrO HaHECeHNA KPOBM Ha KapTOUKy-GpUAbTP.

S0006

*  Kanim go/iKHbl NOJHOCTBIO MPONUTaTb KPYXKKM C 06paTHOM CTOPOHBI
¢ He kacaiiTecb 061acTL, NPONUTaHHOW KPOBbIO

00 00 ¢

OdopmneHune conpoBoAUTENLHOI AOKYMEHTALMU U YNAKOBKa 06pasL,os

-~ - - -

N TN TN
91910100
Ha KapTouke-¢ounbTpe o06sa3aTeNbHO 903 R2oz310 50 0000020W001

XpanuTs npu +2 - +25 C*
OO0/KHbI BbITb YeTKo yKaszaHbl PUO, kem u

OTKYAda HanpasaeH nauneHT, AaTa
Y P 6 0010608

MO Naupena

poxaeHua u TenedoH fevyauiero Bpaya

( p n CyH OK 4) Aara pomaeHua Aava B3ATUA KPOBA Non

U0 Bpava

ANY / Fopoa / Aapec

PucyHoK 4. O6paseL, KapTouKku-duabTpa

E-mail spava

TenedoH Bpava

Tecr
[Jwaspu [Jnomne [Jrowe [Jmnca [Juyso-6L-1 [Jiyso-GL-3

[ Cemerimbiit cxpummmr. Myraumn:
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Obpasel, cyxoro NATHa KPOBW BKIAAbIBAETCA B YMCTbIA KOHBEPT, MO0 B YMCTbIN
daiin. Kaptouka-duabTp He A0/KHA CONPUKAcaTbCA C rPA3HON NMOBEPXHOCTbIO U C
obpasuamu  Apyrux nauMeHToB. HeobxoaMMO MpUAOKWUTL K  0bpasuam
MHGOPMMPOBAHHbIE COrNacuA MaUMeHTa MM ero 3aKOHHbIX NpeacTaBUTeneil Ha
npoBeaeHMe NabopaTopHbIX UCCAef0BaHUIA. ANTOPUTM AEUCTBUIA NpeacTaBaeH Ha

pUCyHKe 5.

Puc. 5 Anroputm AenicTBuin MeAUUMHCKOTO NepcoHana

ANropuTm feicTBMii MeauUMUHCKOro NepcoHana npu B3aTum o6pasuos Kposu

- BbIMbITb PYKM (TMTMEHUYECKMIA YPOBEHD), HALETb NepUYaTKu;

- BbIMbITb PYKM NaupeHTa (NATKY pebeHKa, B cnyyae, eciv KpoBb HepeTca U3 NATKM);

- npoTepeTb 06/1aCTb NPOKa/blIBaHUA CTEPUIBbHOMN candeTKomn, cModeHHon 70% cnupTom,
NPOMOKHYTb CyXOl CTepU/IbHOMN candeTKom;

- MPOKO/IOTb CTEPU/IbHBLIM O4HOPA30BbIM CKapudUKaTOpom;

- CHATb NEPBYIO Kanto KPOBU CTEPUIIbHBIM CYXMM TaMMOHOM;

- MAITKO HaZA@BUTb 4/15 NOIyYEHMA BTOPOI Kamnam KpoBw;

- NPUNOXKWUTb NEPMNEHAUKYNAPHO TecT-61aHK K Kanne KpoBM M NPOMUTaTb ero KpoBbio
HaCKBO3b;

- aHanorMyHbIM 06pPa3oOM HaHECTU Ha TecT-6/1aHK 6-8 Kanesb, BUA MATEH KPOBU LO/IKEH
6bITb OAMHAKOBbLIM C 06EMX CTOPOH.

- BbICYLWUUTb TeCT-6/1aHK B FOPWU3OHTA/SIbHOM MOJIOMKEHUM HA YUCTON 0B6e3KMpeHHOW
NMOBEPXHOCTU He MeHee 4 4 6e3 MpruMeHeHUs TenioBoi 06paboTkM 1 NonagaHUa NPSMbIX
COJIHEYHbIX NyYelt;

- ynakoBaTb TecT-671aHKM B YUCTbI KOHBEPT TaknMm 06pa3om, YTobbl NATHA KPOBU He

COMpUKacanuco.

[inA oTNPaBKM CyXMX Kanesib KPOBU Ha AUArHOCTUKY HE06X0AMMO NO3BOHUTb NO TenepoHy

ropaYei IMHUM ANA YyTOuHeHUA nabopaTtopuii, npoBoAAWMX 6ecnnaTHYO AUArHOCTUKY:
8(800)100-24-94
B ®rBHY «meauKo-reHeTU4ecKunii Hay4YHbI LLeHTP» B paMKax focyAapcTBEHHOro 3a4aHuA

npu OuYHOM KOHCy/bTauun y Bpaqeﬁ—reHeTMKoa LeHTpa nayuneHTam npoBOAATCA

uccneaoBaHua Ha GlogkeTHoi (6ecnnatHoii) ocose: +7 (495) 111-03-03

10
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UHdy3moHHaA Tepanusa
HekoTopble  MauueHTbl  MOryT  Moayy4aTb  WHQY3MOHHYO  Tepanuio,
nepennMBaHMe KOMMOHEHTOB KPOBM, YTO MOXET OKasaTb B/AMAHME Ha pe3y/bTaTbl
TecTtos. Hanpumep, Nnpu nepennmBaHum Naasmbl KPOBM MOTYT 6bITb MOAYYEHbI IOXKHO-
oTpuLATeNbHble pe3ynbTaTbl, TaK Kak onpegensemble GepMeHTbl HaxopAaTcA B

nnasme W B KNETKax KpoBW. PekomeHayeTcA OCyLeCTBUTb 3a6op Kposu A4nAa

depmeHTHOM M [HK-gMarHoCTMKM He paHee 4Yem uYepe3 6-7 aHel nocne
nepesnBaHuA Naasmbl KPoBU 1 Yepes 7-10 aHel nocae nepenmBaHUA KOMNOHEHTOB
KpOBMU.

He gonyckaertcs 3a6op KpoBu:

- Cpasy nocne nposeAeHuA nauneHTy MHPY3MoHHOM Tepanuu;

- Cpa3y nocne 3aMeHHOro nepennBaHMA KPOBW.

XpaHeHue 1 TPpaHCNOPTUMPOBKa 6Muomarepuana
O6pasubl BbICYLWEHHbIX MATEH KPOBWM MOMHO XpPaHUTb B OObIYHOM Kamepe
xonoamabHuMKa npu +4°C no otnpasKku. CPOK XpaHEHWA [0 MOMEHTa OTMPaBKMU He
OOMKEeH npeBblwatb 7 aHel. Ecan xpaHuTb gonbwe M npu 6onee BbICOKOM
TemnepaTtype, TO aKTMBHOCTb GpepMeHTa JarKe B HOPME MOMKET CHUXKATbCA, YTo

npueeaeT K TOXXHO-NONOXKNUTE/IbHbIM pPe3y/ibTaTaM.

MHTepnpeTauua pesyabTaToB Uccaen0BaHUA
B gaHHOM pasgesie npuseseHbl 0TBETbl Ha Hanbosiee YacTble BOMPOCHI, KOTOpbIe

3a4al0T Bpadu nocse nonyvyeHnAa pesynbrtatoB ANAarHOCTUKN.

Bce2da AU CHuM@eHue aKmueHocmu d)epmeHma csudemenbcmsyem (]

3a6oneeaHuu?

Hert, He Bcerpa.

11
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Bo-nepBblx, NpuW TpaHCMOpTMpOBKe OWOMaTepuana, HapyweHUU YCAOoBUM
XpaHEeHMsA aKTUBHOCTb GEPMEHTA MOXKET CHUXKATbLCS.

Bo-BTOpbIX, Ha pe3y/ibTaTbl TecTa MOMET OKasblBaTb B/WAHWE MNPOBOAMMASA
NHOY3MOHHAnA Tepanus.

B-TpeTbux, aKTUBHOCTb GEPMEHTA MOXKET CHUMKATbCA B CBA3W C MPUCYTCTBUEM
annenein '"nceBgoHeAOCTAaTOYHOCTM" - HOPMabHbIX BapMAHTOB reHa, KoTopble
OKa3blBalOT BAUAHME TO/IbKO Ha paboTy depmeHTa € UCKYCCTBEHHbIM CybCTpaTom, HO

He ABNAOTCA NPUYMHON BoNe3HM.

Mo3aTomy nNpu MOAy4YeHUM PEe3yNbTaTOB CO CHUMEHMEM AKTUBHOCTM depmeHTa
peKkoMeHAyeTCs MOBTOPHOE OnpeAefieHWe ero aKTUBHOCTM, WcciegoBaHue

meTaboaunTos 1 Apyrux Bruomapkepos u/unu nposegerHue AHK anarHoCTukm.

[Ona  ucKnoYeHUA nceBooOHEAOCTaTOMHOCTM depmeHTa cnefyeT TUiaTeslbHO
COMOCTaBNIATbL KAMHUYECKME U nabopaTopHble pAaHHble M nposBoauTb [OHK-
uccnenoBaHWe ANA BblABAEHMA ajfiefieil «NceBAOHeA0CTaTouyHOCTM». OTCyTCTBUE

TAKOro aHann3a MOXeT Npmneect K HasHa4yeHuto HeobOCHOBAHHOIO SIeYEeHUS.

Bce nabopatopumn onpeaenstoT akTMBHOCTb He O4HOTO GepMeHTa, a HECKOIbKMX
ANA TOro, Ytobbl NPUCYTCTBOBA/ MHAMKATOP NJIOXOro Kayectsa bomatepuana. Mpu
onpefeNnieHMn aKkTUBHOCTM B NIEAKOUMTaX KPOBM TaKMM WHAMKATOPOM MOMKET
ABNATLCA depMeHT beTa-ranakrosmaasa. MNpu onpeseneHMn akTMBHOCTU B MATHAX
KPOBM HEOHX0AMMO 06PaTUTb BHUMAHME Ha aKTUBHOCTb BCeX GEPMEHTOB, KOTOpble
6b171M M3MEpPEHbI. ECM CHUMKEHA aKTUMBHOCTb, Kak MHTepecylowero ¢epmeHTa, Tak u
OOHOMO WM HECKO/IbKUX OPYrux, TO B 3TOM C/y4ae TecT He MOMKeT ABNATbCA
MHOOPMATUBHBIM U CBUAETENLCTBYET O HapYLUEHMAX NPaBua 3abopa, XpaHeHUa nau
TPaHCNOPTUPOBKN BMomaTepurana.

Kakoe cHuxeHue akmueHocmu cepmeHma Aeasemca OuazHocMu4ecKu

3Ha4UMbIM?
Mpw naTonornm, Kak NpaBmIo, akTMBHOCTb depmeHTa coctasnsaeT ot 0 go 20% ot
HUKHEN TPaHUUbl HOPMbI, HO M3BECTHbI CAy4Yau, KOr4a OCTAaTOYHAA aKTUBHOCTb
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3HaYMTENIbHO Bbile, HAaNpUMep, Y B3pOC/bIX NauMeHToB ¢ 6onesHblo Momne. Mpu
nosaHet popme 6onesHn Momne akTMBHOCTL pepmeHTa coctaBnseT 30-50% ot
HOPMbI.

Bce norpaHuMYHble 3Ha4YeHUA aKTUBHOCTM depmeHTa TpebyloT ocoboro
BHUMaHWA U NepenpoBepKu.
Bce20a nu HopmanbHAsA GKMUBHOCMb ¢hepmMeHMa mo3eonsem UCKAOYUMb
60s1€e3Hb?

B 60bluMHCTBE ciydaeB oTeeT [la, HO eCTb UCK/IOUYEHUS.

Hanpumep, HekoTopble JIBH moryT 6biTb cBA3aHbI He ¢ geduumToM GepMeHTa, a ¢
HapyLweHnem paboTbl 6€/1KOB-aKTMBATOPOB, KOTOPble HEObXoANMbI bepMeHTy AN
B3aumogenctema ¢ cybctpatom. lMpu 3atux peakmx dopmax 3abonesaHui
aKTUBHOCTb depMeHTa HaxoauTca B npefenax Hopmbl. [edektbl 6Henkos-
aKTMBATOPOB onucaHbl Npu 6onesHn Nowe, GM2-raHrnmosmngose. Moatomy, ecnm
K/MHUYECKan KapTMHa W nabopaTopHble MOKasaTeNn MOJIHOCTbIO COOTBETCTBYIOT
6onesHn lowe, a d¢epmeHT P-D-rnokosmaasa (rnokouepebposnaasa)
HaxoaAuTcA B Npeaenax HopMbl, HEOBXOANMMO NPOBECTM onpeseneHne Apyrux
MapKepoB — onNpeaenuTb akTMBHOCTb XMTOTPUO3MAA3bI, USMEPUTb KOHLEHTPALMIO
NM30COUHTONMNMAOB M HA OCHOBAHMM 3TUX TECTOB MPUHATb pelleHne o
npoBeAeHUM [OMONHUTENIbHbIX UCCNeL0BAHUI ANA UCKAIOYEHUA MyTauui B reHe
6enKa-aKTMBaTOpa - NPOCano3unHa.

Mpn 6onesHn Pabpu (BP) y KeHWMH aKTUBHOCTb pepmeHTa MOKeT 6biTb B
npegenax HopMbl, HECMOTPA Ha HaMYMeE KAMHUYECKUX NPOABAEHWUIN U BbIABAEHHbIX
MyTaumin. MoaToMy y KeHWwMH c BP depmeHTHaa [uMarHocTMKa He anseTcs
HaZEeXHbIM MeTOL4OM MNOATBEPXKAEHWA AuarHosa w TpebyeTca onpegeneHue
KOHUEHTpauun cneuudpuyecknx metabonntos v nposegeHmne JHK-aHanusa.

TaKxke y HEKOTOPbIX NauneHToB HaboAaeTcs aHOMANbHO BbICOKas OCTaToYHas
aKTUMBHOCTb  depmeHTa, OCOBEHHO nNpu  onpeaeneHnM  akTUBHOCTU  C

MCKYCCTBEHHbIMM GYOPOreHHbIMU cybcTpaTamm.
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MoaTomy B ciy4ae BbICOKOrO NOA03PEHMUSA Ha 3ab01eBaHMA, UCKIOYEHUA APYrUX
bopm 6onesHen, cXoAHbIX MO CBOMM KANMHUYECKMM NPOABAEHUAM, PEKOMEHAYeTCA
npoBefeHMe aHanM3a reHa WM MHOMKECTBA FeHOB, UYTODbl MCKAOUNUTL peakue
BapuaHTbl JIBH.

Ymo 3Hayum ecnu aKMuUeHocmMb hepMmeHmMos biwie Hopmbi?

MosbiweHne Ha 10-25% OT BepxHeW rpaHuLLbl HOPMbI, KaK NPaBuao, He UMeeT
3HaYeHWA 1 ABNAETCA BapMAHTOM HOPMbI, HO B 3TOM C/lyyae TpebyeTca NOBTOPUTb
nccnepoBaHue.

Mpn HeKoTOpbIX 3aboseBaHUAX, Hanpumep, npuM MyKoaAUNUAO3e
AKTMBHOCTb GEepMEHTOB /IN30COM B MNJ1a3Me MOBbIWAETCA B AeCATKM pas. [pwu
npoBegeHNUM aHanM3a B NATHax Kposu npu  mykoamnupgose |Il, Il pesko
MOBbLIWAETCA aKTUBHOCTb COUHIOMMENMHasbl  (MHOTAA B COYETaHUM C
NoBbllLEHMEM aKTUBHOCTU anbba-raoKkosnaasbel M anbda-uaypoHnaassl).
Mo3TOMy BbICOKAA aKTUBHOCTb GEPMEHTOB TaKXKe MOXKET MMETb ANArHOCTUYECKOE
3HayeHue.

Ecnv naumeHT nonyyaer QGepMeHTHyto 3amecTuTenbHyro Tepanuio (P3T),
TO HEeCKONbKO [AHel nocine nposefeHus WHysum B Kposu  Bypet
onpeaenAaTbCA KpalHe BbICOKAA aKTUBHOCTb depmeHTa.

MoxHO AU Ha OCHOBGHUU aKMueHOocmu dpepmeHma onpedeaums
¢opmy 3abonesaHua?

Y naumeHToB ¢ J/IBH KaK € 1erkumm, Tak U ¢ Taxenbimm GeHoTMNammM akTUBHOCTb
6yfeT 3HauMTeNbHO CHUXKeHa. [loaTomy [0CTOBEpHO onpegenvts  ¢dopmy
3aboneBaHMsA, MNPOrHO3 W  CKOPOCTb MNPOFPECCMPOBAHMA HA  OCHOBaHMUM

dHa/In3a aKTUBHOCTU d)eprv\eHTa HEBO3MOXXHO.

Kak onpepgensioT pedpepeHCcHble 3HaUeHUA aKTUBHOCTU depmeHTa?

Kaxkgan nabopatopus onpegenser cBon pedepeHCHble 3HaYeHUs akTUBHOCTU
bepmeHTa, KOTOpblE MOTYT MEHATbCA MO MEPEe HaKOMNEHMA HOBbIX AaHHbIX.
MOCKOAbKY METOAMKM MO OnpesefieHUIo aKTUBHOCTY GEepPMEHTOB He ABAAKTCA
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YKECTKO CTaHZAPTU3MPOBAHHLIMW, MOFYT MPUMEHATLCA pPasHble PeakTUBbl U
MCMNO/Ib30BaTbCA pa3Hble MO YyBCTBUTENbHOCTM NPUBOPbLI, COOTBETCTBEHHO,
pedepeHCHble  3HAaYeHWs  MOMYT  OT/IMYATbCA B pasHbiX  abopaTopusx.
B Kakux eQUHUYaX usmepaom aKkmueHocms gpepmeHmos?

XapaKTepucTUKoM aKTUBHOCTU GEPMEHTOB ABAAETCA CKOPOCTb, C KOTOPOW OHU
KaTa/IM3NPYIOT TY UK UHYIO peakumio. [laHHbIV NoKasaTenb 3MepaeTca CKOPOCTbIO
npespaweHus cybctpata. MexayHapoaHbli BMOXMMUYECKUIM COH3 CleayoWwmnm
obpasom onpepenser akTMBHOCTb ¢depmeHTa: EamHMua aktmsHoctu (E) — 3To
KO/IMYecTBO pepMeHTa, KOTOPOe KaTanusmpyeT npespalLeHne o4HOro MUKPOMOS
cybcTpaTa B MUHYTY MPU CTaHAAPTHbIX YCA0BUAX (B onTumyme pH, npu u3bbiTke
cybcTpaTa, npu Temnepatype 372 unm 202 C) B nepepacyeTe Ha KoaM4ecTBo 6eska B
MUAAUTPAMMaX, MUKPOAUTP NAa3Mbl UM NATHO KPoBWU. CTaHAAPTHOE NATHO KPOBU
anameTpom 3,2 mm, npu cbope 0b6pasLLoB Ha KapTouky punbtp (N2903), copepKut
OKOMO 3 MKAN LenbHoW KpoBw. Mo3TOMYy Npu M3MEPEHMU aKTMBHOCTM B NATHAX
KPOBW NePecUHnTbIBaOT aKTUBHOCTb UM Ha NATHO, UM HAa MK/ KPOBW.

Koraa pe3synbTaTbl OTAEABHOIO TECTa MMEIOT BbICOKYHO BapMabenbHOCTb UK HeT
BO3MOYKHOCTM M3MEPUTb KOJIMYECTBEHHO TO UM MHOE BELLECTBO M3-33 OTCYTCTBUA
AN1A HEr0 XMMUYECKM YUCTOrO CTaHAAPTa, KOHUEHTPALMIO UM aKTUBHOCTb MOXHO
BblpakaTb B OTHOCWUTE/IbHbIX eAnHWUax, Hanpumep, MoM (Multiple of Median,
KpaTHoe megzuaHbl). MoM - 3TO OTHOCUTENbHAA BeSMYMHA, KOTOpPas MOKasblBaeT
BO CKO/JIbKO pPa3 M3Mepsemblit MoKasaTenb Bbille WU HUXKE meamaHbl. B 3Tux
C/ly4anx 3afia4a TeCTOB He BbIABUTb UCTUHHOE 3HAaYEHME aKTUBHOCTU depMeHTa Uau
KOHLEHTpauun meTabonnta, a onpesenunTb CTeneHb OTKAOHEHUSA OT HOPMbI.

Y10 TaKoe CKPUHUPYIOLLUE U ANArHOCTUYECKUE TeCTbl?

Bce TecTbl MOMHO pasfenvTb Ha ABe T[pynfbl - CKPUHUpYOWME W
AnarHoctuyeckme. [lMarHocTMyeckne TecTbl — HaMpaBiAeHbl Ha YCTaHOBNEHMWE
AMarHosa MauMeHTaMm, MMEIOWMM KAMHUYECKMEe NPU3HAKM 3aboneBaHuA. ITu

TeCTbl o6na,c|,ar0T BbICOKOW YyBCTBUTE/ZIbBHOCTBIO U CI'IeLI,VIdJVI‘—IHOCTb}O, 6AM3KoN K
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100%. CKpUHMpYylOLWME TecTbl - HampasieHbl HA BbIABJIEHME CPeau 340POBOM
nonyasauMn Tpynmn PUCKa, Y KOTOPbIX C BbICOKOW BEPOATHOCTbIO MOXHO
npeanonoXuTb Haaunuve 3abonesaHusa. CnesyeT MOMHUTb, YTO nocne nwboro
MONOMWUTENBHOTO  pe3y/sbTaTa CKPUHWMHIA 06A3aTe/IbHO HYKHO NPOBOAWUTH
[OMarHoCTUYeCKUI TeCcT ANA NOATBEPKAEHNA ANarHosa.

OnpepeneHne akTMBHOCTM GEPMEHTOB B  MATHAX KPOBW OTHOCUTCA K
CKPUHMPYIOLWMM TecTam, TO ecTb TpebyeT npoBeAeHUs AOMOAHUTENbHbIX
NOATBEPKAAIOLNX TECTOB, NMOCKO/IbKY BO3MOXHO HaZIMuMe NOXKHOMONOXKUTENbHbIX
pesynbtaToB. [lo3TOMy BO BCeEX 3aKlOueHWsx nabopatopus pekomeHayeT
nposeseHMe AONOMHUTENbHbIX UCCAeA0BaHUIA. ITO MOFYT OblTb BUOXMMUYECKUE
Tectbl, AHK-gnarHocTMKa. B HeKOTopbIX cayyasx HeobxoguMmo comnocTaB/ieHue
KAMHUYECKMX W 1abopaTopHbIX OaHHbIX A8 MPUHATUA peleHMA O TaKTuKe

AanbHelwero obcnegoBaHuA.
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MN3mepeHne aKTUBHOCTU GEPMEHTOB JIM30COM Y NALMEHTOB, KOTOPbIE NOYYaOT
®3T, He UMeeT AMArHOCTUYECKOTO 3HAYEHWA, TaK KaK B MOMEHT UHPY3MM NaumeHTam
BBOZAT HEAOCTAOWMNN GEPMEHT U €ro aKTUBHOCTb HECKO/IbKO AHE HaxoA4MTCs Ha
BbICOKOM YpPOBHE, a 3aTeM HauyMHAeT MOCTEeNeHHO CHWKATbCcA. HUKaKoM
MHPopMauun 06 sdpPeKTUBHOCTU IeHeHNA AaHHOe UccaefoBaHMe He gaeT. lMostomy
418 MOHUTOPWMHIA COCTOAHMA NALMEHTa, HAaXOAALWErocA Ha Ie4eHUK, CMO/b3YTCA
6MOMapKepbl, B KayecTBe KOTOPbIX BbICTYMAOT HAKanMBaemble MeTabonunTbl U KX
NpOV3BOAHbIE, KO/MIMYECTBO KOTOPbLIX M3MEPAIOT B OMONOMMYECKMX MKUOKOCTAX U
KneTkax. CambiMM 4acTo MCNoIb3yeMbiMn Mapkepamu npu JIBH (Taba. 1) asnsetcs
XUTOTPMO3nAasa (npwu 6one3Hun lowe), nn3ochUHronnnuapl (npw

chuHronnnmnaosax) n rMMKO3aMUHOTIMKaHbI (MPU MyKonoaucaxapuaosax).

XutoTpnosungasa

AKTMBHOCTb 3TOro pepmMeHTa MOXKHO onpesensaTb B N1a3Me KPOBM U B MATHAX
BbICYLUEHHOW KpOBMU. XutoTpuosmzasa (XT) BblAeNsAeTcA aKTUBMPOBAHHbIMM
MakpodaramMm U ABAAETCA MapKePOM «HAKOMJIEHUs» BHYTPU KneToK. XT
nosbiwaeTtca npu MmHorux JIBH, Ho Hanbonee 3HauMmo npu 6onesHun Mowe. Jonroe
BpeMsA MNokasaTesb akTMBHOCTU XT ABNANCA OCHOBHbIM GMOMapKepoMm, KOTOPbIN
NPUMEHANN ANA KOHTPOAA NeYeHuns 3Toro 3aboneBaHums.

Bcez20a nu nosvbiwieHue xumompuo3uoassl ceudemesnbcmeayem o JIbH?

C TOYKM 3peHusa crneumoduYHOCTM Tecta c/eayeT OTMETUTb, 4To
He3HauMTe/NbHOE MOBbIWEeHME aKTUBHOCTM XT HabiogaeTcs U npu capkougose,
apTpuTe, paccesHHOM CKNepo3e, TaNlacCeEMUMU, MANAPUM U aTEPOCKIEPO3E, HO HU
npyv OO4HOM M3 3TUX 3abosieBaHMIt aKTUBHOCTb depmMeHTa He MOoBbIWaeTca Tak

3Ha4YNTENIbHO KaK npu 6onesHu MNowe.
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Y ecex nau nayueHmoe c 6ose3Hbio Nowe Habawdaemca nosbiuieHUe AKMuUeHocmu
Xumompuo3udasei?

HeT, He y Bcex. MHTepnpeTaums 3TOro Tecta OC/0XKHAETCA Haanumem 24-nH
aynavkaumm reHa XT, 4TO NpUMBOAMT B FTOMO3SMIOTHOM COCTOAHMM K MNOJHOMY
oTcyTCTBMIO PepMeHTaTUBHOM aKTUBHOCTM XT. OTOT asieNb NPUCYTCTBYET Y KaXKA0ro
TPETbEr0 Ye/I0BEKA MPAKTUYECKM BO BCEX MOMNYyAsALMAX WU MPUMEPHO OauH m3 20,
BK/ItOYasA naumeHToB c BI, ABAAKOTCA romosvrotamMmm Mo 3TOMY BapuaHTy reHa.
Moatomy XT ABnAETCA XOPOLIMM, HO He naeanbHbiM Mapkepom gna brI.

Kak usmeHsemca akmueHOCMb xumompuo3udassl npu sevyeHUU nayueHmos c
6one3Hbio Nowe?

AKTMBHOCTb 3TOro GepmeHTa CHUXKaEeTCA B Npouecce nedeHuna. CumTaeTca, 4to
cTeneHb aKTUMBHOCTM ¢depMeHTa OTpakaeT ypoBeHb "akTmauuu" MmaKpodaros,
cTeneHb WX Meperpy*KeHHOCTU HerMaposM3oBaHHbIMKM cybcTpaTamu. [Oas Toro,
4yTOObI NPUMEHATH 3TOT BUOMapKep ANA KOHTPONA NeyeHua, HeobxoauMMo 3HaTb
3Ha4YeHMA 3TOro NOKasaTensa A0 Hayana neveHna n ybeamTbea, YTO y NaLMeHTa HeT
HepocTaTovyHocTm XT.

Y naumeHToB ¢ 6onesHblo lolwe, gaxke eCNM OHU HaAXOAATCA Ha NevYeHun
aleKBaTHbIMW [03aMK, aKTMBHOCTb XT He BCerga CHWMKaeTcA A0 HOPMasbHbIX
3HAYEHWI, HO €C/IM MOCae Hayasa JIeYeHUs aKTUBHOCTb OCTAeTCA KpalHe BbICOKOW
MAM HauyMHaeT noBblWaTbCcA, HeObXOAMMO PacCMOTPETb BOMPOC O NepecmoTpe

TAKTUKU NevyeHnA nauneHTa.

Hakannausaemblie meTabonutbl

MoKa3aHo, 4YTO B TKAHAX MALMEHTOB CO MHOMMMMU COUHTOAUNUAO3AMM
HabntoaaeTca HakonieHne An3ochUHronnnuaos (MPoms3BoAHbIX CHUHrOANMNNAOB,
coaepKaLmx cBoboaHyto amuHorpynny), UrpatoLwmnx pasnnyHyto
naTtopur3nonorMyeckyo posb. B nocneaHue rogbl, 6narogapa passuTUIO TAaHLEMHOM

MacC-CNEeKTPOMETPUKN, CTasio BO3MOMKHbIM UX oOnpegeneHve B  Pas/INYHbIX
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6MONOTNYECKUX KULKOCTAX U NPAKTUYECKN O/1A Kaxgoro 3abosieBaHUs U3 rpynnbl
cOUHrONMNMA0308B ONUCAH CBOW NIM30COUHTONMNNG, B KavecTBe BMOoMapKepa ans
ONArHOCTUKU U KOHTpONsA JnedyeHusa. Tak npu 6onesHn @Pabpu nosbiwaetca
nuzornobotpunaosunnceuHrosuH (lysoGb3), npm 6onesHm MNowe -rnnMkosnAcGUHrosnH
(GlcSph nnu lysoGL1), npu 6onesHun Kpabbe - ranakto3anachUHrosnH (NCMxXo3nH nam
GalSph), nunsocouHrommennt (LysoSM) npu 6onesHn Humana-NMuka Tvn A/B u
LysoSM-509 npu 6osne3Hn HumaHa-Muka tmn C. OnpeaeneHve sTux buomapkepos
BO3MO}HO M B MNATHAaX BbICYLIEHHOW KPOBM, YTO MNOBbIWAET 3PHEKTUBHOCTL U
KayecTBO AMAarHOCTMKU U NO3BONAET NPOBOANTb MOHUTOPUHT edeHuns 3Tnx JIbH.

TaKKe HeobXxoAMMO OTMETWUTb, YTO MOBbIWEHWE KOHUeHTpauuu lysoGb3 moxer
6bITb  €OMHCTBEHHLIM AMArHOCTUYECKUM MAPKEPOM Y KEHLLMH-HOCUTENbHUL,
60ne3Hn ®abpun. Y naumeHToK ¢ 6O akTMBHOCTL pepmeHTa MOXKeT ObiTb B HOpME,
NosToMy npwv AMarHocTMKe B® y JKEeHWMH peKkomeHAyHT Ha MepBOM 3Tane
onpeaenATb 04HOBPEMEHHO aKTUBHOCTb pepMeHTa U KOHLEeHTpaL Mo meTabonunTos,

a 3atem nposoauTb JHK-anarHocTuky.

KonunuectseHHOe U KauecTBeHHOe onpeaeneHue rMMKo3aMMHOINIMKaHOB

[Ona AnarHoCTMKM MyKONoAMcaxapmMao30B8 NPoBOAAT KONMYECTBEHHOE onpeaeneHue
rAMKo3aMUHOrIMKaHoB (FAl) B MOYe M WX KayecTBEHHbIW aHa/nM3 MeToaoM
anekTpodopesa. Konnuectso NAl B moye onpenenatoT cnekTpoPoToMeTpruyecKkum
MeTOA0M C UCMNOJIb30BaHMEM AUMETUIeHoBOro cuHero (DMB). CnegyeT oTMeTUTb,
yto ypoBeHb [Al BO3pacT-3aBUCMMbIN MOKasaTesb, MO3TOMY Heobxoaumo
OpUEeHTUpPOBaTbCA Ha BO3pacTHble pedepeHcHble 3HaveHuA. Mpwu
MyKonosancaxapmugosax IV u VI tunax koHueHTpaums FAl y naunmeHToB MOXKeT ObITb
M B npegenax HOPMbl, NOSTOMY HOpPMaJibHble 3HAYeHMA 3TOro MokasaTtensa He

No3BONAKT UCKNOUNTL AnarHos MIIC.
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Mpu Havane ®3T KoHueHTpauua FAT B Moye CHUMKaeTcs, HO B 60bWINHCTBE
cAy4aeB Jaxke npu NPOJO/MKUTENBHOM NleHYEHUN He [OCTUraeT HOPMasbHbIX
3HaYeHWUN.

B HacToAwee Bpema paspabaTbiBatoTca noaxoasl Ana onpegeneHuna FAl B Kposu U
MoYe C NMOMOLLbIO TaHAEMHOW Macc-CNeKTPOMETPUM, YTO NO3BOAUT OAHOBPEMEHHO

nposoanTb N KOJIMYECTBEHHbIM N KaYeCTBEHHbIN aHaAus.

Opyrne 6uomapkepbl npu JIBH

Ona 6onesHn Momne (ramkoreHo3 |l Tvna) 6uomapKepom sBaAeTcA
cneunduyecknii TeTpacaxapug rnokossl B mode ([Glcd (Glcal-6Glcal—-4Glcal—
4GlIc)]). HecmoTpa Ha BbICOKYIO 4YyBCTBUTENLHOCTb 3TOr0 6GMOMapKepa, OH He
ABNAETCA BbICOKOCMEUUOUYHbBIM, NOCKO/IbKY €r0 KOHLLEHTPALLMA NOBbILAETCA U NpwU
LPYrux rankoreHosax. B Poccuitickon Pepepaumm faHHbI GMOMapKep NOKa He
onpesenstoT, MNO3TOMYy B CMOPHbIX C/Ay4yasx HeobxoAMma TPaAHCMNOPTUPOBKA

buomartepurana B 3apybexkHyto 1abopatopuio.

Ponb 6MOMapKepoB B MOHUTOPUHTE Ie4YeHUA
Y Ka)K[oro nauMeHTa HadanbHble 3HayeHua 6Momapkepa 40 NpUMEHEeHMUA
TEepanuMnM W CTEMeHb ero CHWXXeHWAa Ha ¢doHe Tepanuu WHAMBMAYaNbHbl. [pu
MOHUTOPUHTE IeYEHNA BAXKHO 3HATb Haya/ibHble 3HaYeHMEe MapKepa, NO3TOMY ANA
BCEX NaLMEHTOB A0 Hayana /JieyeHus HeobXxoAMMO onpesenuTb KOHLLeHTpaumio
nvsocouHronunnaos, Ana 6onbHbiXx € 6GonesHblo [owe TakKe aKTUBHOCTb
XMTOTPMO3KAa3bl, A1 NaumeHToB ¢ MMC - KOHLEHTPAUMIO ITMKO3aMUHOT/IMKAHOB B
moue.
[na nonyyeHns faHHbIX NO AMHAMMKE SIeUEHUA KOHLEHTPauno 6uomapKkepos
HeobxoAMmMo onpenensaTb C OAMHAKOBbLIMW UWHTEpPBanamMM, Hanpumep, nepes

KayKZbIM NpoBeAeHnemM MHPY3MOHHOW Tepanum GepMeHTOM.
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AHK-anarHocTuka JIbH

Bce JIBH nABnatoTcA HacneaCTBEHHbIMM MOHOFEHHbIMM 3abosieBaHUAMU U
CBA3aHbl C MyTaUMAMM B onpeaesieHHbIX reHax. bonbwnHcereo JIBH Hacnheayetca no
AYTOCOMHO-PELLECCMBHOMY TUMY, YTO MpeAnosaraeT Haauuve ABYyX MyTauuin B
MapHbIX reHax, KoTopble pPacnonOXeHbl Ha T[OMONOIMYHbIX ayTOCOMax W
yHacnefoBaHbl oT oboux poauTeneit. 3To moryT 6biTb ABE OAMHAKOBbIE MyTaLWK
MW pasHble.

BonesHb Pabpu, MMNC Il Tuna (6onesHb XaHTepa) M 6onesHb JJaHOH HacneayoTcA
no X-cuenseHHomy TUny. ITMMKM 3a601eBaHNAMM CTPALAIOT ML MYKCKOro nona u
y nauneHTa, B COOTBETCTBYIOLWMX reHax, MPUCYTCTBYeT oOAHa MyTaums,
yHacnefoBaHHasa oT maTepu (B 6onbluMHcTBE ciy4vaes). MNpu aTom ana 6onesHu
®abpu, B oTMUME OT APYrnx X-CLEnNeHHbIX PeLeccuMBHbIX BonesHelr, onucaHbl
cnyvyam MaHuoecTaumm 3a60/1€BaHNA U Y KEHLWMH, NO3TOMY MyTaLMA MOXKeET bbiTb
nepefaHa goyepsAm OT 6ONBHOMO OTLA W, B HEKOTOPbIX C/yyasX, BbI3BATb
3abonesaHue. Mpu X-cLenneHHbIX 3a60/1eBaHUAX TaKKe BO3MOXKHO BO3HUKHOBEHME
MyTauun de novo, Koraa MyTaumsa BO3HMKAET TO/IbKO B MOJIOBbIX K/ETKax U He
MPUCYTCTBYET B KPOBU Y poanTeNE.

[OHK-anarHoctuka Heobxoamma ANA yCTaHOBNEHMA HocuTenbcTBa 6GonesHel,
Hanpumep, npu 6one3HU XaHTepa MO3BONSET BbIABUTb 340POBbIX MKEHLMH
HOCUTENIbHUL,  YTO  BaXHO  A1A npoBefeHna  MegUKO-TeHEeTUYEeCKoro
KOHCY/IbTUPOBAHWUSA B CEMbAX U OLLEHKE reHeTM4eckoro pucka. Mpu 6onesHn ®abpu
aHanM3 popgocnoBHoM naumeHta u AHK-TecTMpoBaHMe NO3BONAIOT HE TObKO
AMarHocTMpoBaTb 3abosieBaHMEe, HO W  BbIABAATb NALMEHTOB HA pPaHHeNn,
NpPaKTUYeCcKM 6ecCMMNTOMHOM cTagumn 601e3HMN.

B HeKoTOpbIX cC/Ayyaax 3HaHWE reHOTMNA Mo/se3HO ANa onpefeneHus
KNMHUYecKon dopmbl 3aboneBaHMA M BbIbOpa TaKTUKKM Tepanuu. Hanpumep, npu

MTMC tvn | reHotTnn p.Q70*/p.Q70* Bcerga accoumMMpoBaH C TAXKeNbIM GeHOTUNOM
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(cvHopom Mypnep) n ana naumMeHToB ¢ 3Toi dpopmoit 6onesHM B NepBylo odyepesb
paccMaTpuBaEeTCA BO3MOMKHOCTb MPOBEAEHUA TPAHCMAAHTALMN FeMONO3TUYECKMX
CTBONOBbIX KNeTok (TrCK).

Mpu 6onesHn lowe reHotwun p.L444P/p.L444P (p.L483P/p.L483P no HoBoOM
HOMEHKNAType) Bcerga accouuMMpoBaH C TAXENOW, HeBponornyeckon bopmoi
3abonesaHua, npu Kotopoit 3T He Bcerga nokasaHa.

OfHaKo, 3TU NpUMepbl CKOpee MWCKAYEHUEe, YemM MpPaBu/Io, MOCKO/bKY O/5
60/1bLIMHCTBA MyTaLMi reHo-peHoTUNMYECKne Koppensaummn He YCTaHOBAEHbI U MO

reHoTuny onpeaennTb NPOrHo3 U TAXKECTb 3a60n1eBaHNA HEBO3MOXKHO.

3a6op 6uomarepuana

[na nposeAeHUs UcCnefoBaHWUi reHOB (YacTble MyTauuu, NONHbIN aHaIn3 reHoB)
HeobxoAnmo npomssecTn 3abop Kposu 3-5 ma B NpobUpPKy ¢ KoHcepBaHToM 3/ATA
(Kak npaBmno, droneToBas KpbiwKa). MPobUPKY C KPOBLIO HEOBXOANMMO HECKONBKO
pa3 aKKypaTHO MepeBepHYTb ANA MepemMeLINMBAHUA C KOHCEPBAHTOM, MoAanucaTtb
®NO u paty 3abopa Kposu. [nA aHanAM3a 4acTblX MyTauuii, MNpOBeAEeHMUA
nccnef0BaHNA OTAENbHbIX TEHOB BO3MOXHO COBpaTh KPOBb Ha KapToUKy-OUAbTP. U3
obpasua cyxoro nATHa KPoOBM, KOTOpPbIM Obln oThnpassieH B abopaToputo Ha
bEepMeHTHY0 AMarHOCTUKY, MoXKeT bbiTb BbigeneHa AHK 1 npoBegeHbl OCHOBHbIE
[OHK-TecTbl. OfHAKO, B HEKOTOPbIX Cy4asX, HEOOXOAMMO UCCNeAOBaHWUE LeibHOM
KPOBM, 3 TaKXKe npoBefieHne ceMelHOoro aHanausa. Moatomy cemba f0MKHA ObITb
NPOUMHPOPMMPOBAHA 3apaHee O HEOBXOAMMOCTM MOBTOPHOFO TECTUPOBAHUA ANA
noATBEPXAEHUA auarHosa. CnefyeT Takke o06s3aTenibHO  0popMAATb W
npuKNagbiBate K o0b6pasuam MHOOPMMPOBAHHbIE COracUA NaUMeHTa WU ero

3aKOHHbIX NpeAcTaBUTe/el Ha NnpoBeaeHne NabopaTopHbIX UCCNea0BaHUN.
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XpaHeHue u TpaHcNopTMpOBKa Guomarepuana

B cnyyae wucnonbsoBaHuA UenbHOM KpoBu pans  [HK-tectuposaHus,
6uomaTtepnan HeobxoAMMO TpaHCMOPTMPOBaTb Npu TemnepaType +2-+8°C B
KOHTEWHepe ¢ xi1agoanemeHTom. Ecim HeT BO3MOXKHOCTM AOCTaBUTb maTepuan B
TeyeHne 48 yacos, 06pasLbl MOXKHO 3amoposnTb (-20°C) u nepecnatb B yaobHOe

Bpems.

UHTepnpeTauua pesynbTaToB UccnefoBaHus

MHTepnpeTauma pesynbtatoB [OHK-aHanuM3a He Bbi3blBaeT 0cobbix
CNIOXKHOCTEM, ecnn bblv HaWAeHbl UISMEHEHUSA B FEHe, ONUCaHHbIe paHee U YEeTKO
accouuMmpoBaHHble ¢ 3abonesaHuem. Hanpumep, mytauma p.Q70* npu MNMC | TMna
mnn p.N370S (p.N409S no HoBoI HOMeHKNaType) npu 6onesHun Mowe. OaHako, B
pAage c/iy4aeB OAHO3HAYHasA MHTepnpeTauua HaWAEeHHbIX W3MEHEHUN MOXKeT
BbI3BAaTb OMpeAesieHHble CAOXKHOCTU. [lanee npuBoaAatcA Haubonee uvacTble
BOMPOCbI, KOTOPbIE 33a43at0T BPa4u U NaUMeHTbl NpU NoaydyeHun pesynbtatos JHK-
aHanwmsa.

Kakaa makmuka HK-0uazHocmuku npumeHsemcs 8 nabopamopuu?

B nabopaTtopuu, Kak npasuno, AHK-gmnarHoctmka nposoanTcA B ABa aTana. Ha
nepBOMm 3Tane NPoBOAAT TECTUPOBAHUE HA HanMuyMe Hambosiee YacTbiX MyTauuiA.
Ecnu TecT BblABNAET ABe MyTauuun (ana 3aboneBaHUn ¢ ayTOCOMHO-PeELLeCCUBHbIM
TUNOM HacNef0BaHWA), TO Ha 3STOM TeCTUPOBaHWe 3aBepLIaeTcs, eCM HanAeHa 04Ha
MYTaUMA UM MyTaLLMU He BbIIBIEHbI, TO NPOBOAAT NOJIHbIM aHANU3 reHa.

B page cnyvyaeB NpuxoAuTCA NOBTOPATb TECTbl, YTO Yalle BCEro CBA3aHO C
NJOXMM KayecTBOM npwucbliaemoro 6uomatepuana. Moatomy, ecan BbINONHEHUE
nccneaoBaHMA 3a4epKuBaeTcsa, HeobxoAuMMO YTOUYHUTL Y nabopaTopumn HeT nu
HeobxoAMMOCTM NpucnaTb NOBTOPHO 0bpasel, KPoBM A/ TecTUpoBaHuA. B paae

CNyyaeB He Bcerga ygaetcA cpasy O6HapyKMTb MyTaumMum U HeobxoamMmo
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MUCMO/Ib30BaTb  HECTaHAApPTHble  MeTogbl  MCCnefoBaHuA, 4Yto  Tpebyet
[OMNOIHUTENBHOIO BPEMEHW ANA aHaNMU3a.

Kak uHmepnpemuposeame pe3ynbmamel, ecau 6 npoyecce [HK-aHanu3za
8blfieaeHa MosbKo 00Ha Mymayusa y nayueHma?

B oTaenbHbIX Cayyasax, Aaxe Npu nNpoBefeHWW MOHOTO aHanv3a reHa He
YOAeTcs HaWTM BTOPYH MyTauuio. Ba)kHO MNOHWMMATb, YTO 3TO He WCKIYaeT
3aboneBaHue. 3TO MOXKET bbITb CBA3AHO C TEM, YTO BTOpPasA MyTauus npeacrasaser
coboil  KpynHyH  Aeneumto, KOTOpas He [eTeKTUpyeTcA C  MOMOLLbIO
CEeKBEHWPOBAHMUA, UM MyTALMIO caiiTa CNIalCUHIa, KOTopaa Haxo4AuTcs B rybuHe
WHTPOHA, TaKXe BO3MOMHO, YTO MyTaums npeacTaBnser cobon CUHOHUMMYHYLO
3amMeHy B 3K30He. HaliTm u [oKa3aTb NaTOreHHOCTb TaKMX MyTaLMiA [0BOJIbHO
CNOXHO W 3TO ABASAETCA CKOpee HayyHOW 3agayen, yem AmarHocTMyeckon. AnA
NMOCTaHOBKM AMArHo3a nNpu Hann4ymMm 04HON MyTaumm LenecoobpasHo UCMONb30BaTb
noaxon, COMOCTaBAEHUA KAMHUYECKUX [aHHbIX M pe3ynbTaToB KOMMAEKCHOro
6MOXMMMNYECKOro aHanm3a (onpeaeneHns akTMBHOCTU cneunduyeckoro pepmeHTa
n BomapKepos).

Kak uHmepnpemuposams pe3ynemamsi, ecau e npoyecce AHK-ananusa He
eblAasseHo mymauyuii?

Mpn nonyyeHun oTpuuatenbHoro pesynvtata [JHK-tectmposaHuAa nocne
nonyyeHna BUOXMMMUYECKUX TECTOB, NOATBEPKAAOLWMX 3aboeBaHKe, HeE0bXoANMO
COMNOCTaBUTb BCE MMEIOLLMECA KNMHMYECKMEe M nabopaTopHble AaHHble, 06cyanTb
BO3MOMHOCTb U1 L,es1ecoobpa3HOCTb B NPOBEAEHUN AOMNOHUTENbHbIX TECTOB. KakK 1
B C/ly4ae C OAHOM BbIABJAEHHOW MyTaumel, MoryT 6biTb 0BG BEKTUBHbIE MPUYMHDI, B
CUY KOTOPbIX MyTaL K He 0BHapyKeHbI.

Kak unmepnpemupoeame pe3ynbmamel, ecau 6 npoyecce [HK-aHanusza
HaiideHbl HOBble, He oNnucaHHble paHee Mymayuu?
[na HekoTopbix 6one3Hen xapaKTepHO HaMUYMe HaCTbIX MaXKOPHbIX MyTaL Wi,

Kak, Hanpumep, p.N370S (p.N409S no HoBoW HomeHKNaType) n p.L444P (p.L483P no
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HOBOW HOMeHKaType) - npu 6onesHun Nowe mam p.Q70* npm MMC Tun I. Ho npwm
6onesHn ®abpu u 6HonesHM XaHTepa NPaKTUUECKU BCe HAWAEHHble MyTaLumu
ABNAIOTCA YHUKANbHbIMU 417 KaXKAOW cembu. JlabopaTopua nNpoBOAMT B TAKOM
Cydae aHanu3 [aHHbIX NMTepaTypbl, aHanuM3 MyTauuMili No  nporpammam
npeAcKasaHUA UX NAaTOreHHOCTM W OTPaXKaeT 3TO B 3aK/IHOYEHUU.

[OnA HeKOTOpbIX W3 BapuaHTOB Js1abopaTopua C YBEPEHHOCTbIO MOXKeT
onpeaennTb HACKO/NIbKO OHM NATOreHHbl, HO AAA  APYrUX OAHO3HauyHasA
WMHTEpnpeTauma 3aTpyaHeHa. IJTO OObEeKTUBHble TPYAHOCTM, C  KOTOPbIMM
cTankueaetca ntobas nabopatopma Npu NHTEPNpPETALLMN Pe3ybTaToBs.
3ayem Heobxodumo nposedeHue [JHK aHanu3za podumeneii?

BbiABneHMe ABYX M3MEHEHWN B reHe, O0COHEHHO He OMuCaHHbIX paHee,
TpebyloT NOATBEP)KAEHMA, UYTO OHM YHacNefoBaHbl OT pa3HbIX poauTenei
(HaxopATcA Ha pasHbIX XpoMocomax y pebeHKa, T.e. B TPaHC-NoNoxKeHuu). B cnyyae
ecnn obe MyTauMM HaxoaaTca Ha OAHOM XpPOMOCOME (LMC-NONOXKEHME), TO
HeobxoAMMO NPOJOMKUTL UCCAeAOBaHME NO MOMUCKY BTOPOM MyTauuu, Tak Kak
BEPOATHO, YTO OAHA W3 BbIAABNIEHHbIX 3aMeH He NaToreHHa.

Ymo makoe nonumopgHsie sapuaHmoi?

Mpw aHanuse reHoB MOryT HbITb HalAEHbl U3MEHEHUA NOCNEA0BATENBHOCTH
OHK, KoTopble He OKas3blBalOT BAMAHME Ha PYHKUMIO KOAMPYEMOrO 3TUM FeHOM
6enka. [lJaHHble U3MEHEHMA Ha3bIBAOTCA NOAMMOPOHBIMKU BapuaHTamu reHa. Kak
NpPaBnI0, 3TU BapMaHTbl BCTPEYAOTCA C BbICOKOW YacTOTOM B nonynsaumm - 6onee 5%.
Ho ecnu BbiABAEHbI peKMe BapuaHTbl, HE ONUCaHHbIE paHee B INTepaType, KoTopble
M3HaYasIbHO MOTyT BbITb pacLeHeHbl Kak NONMMOPOU3MBI, TO K UX MHTEpRpeTauun
HaZlo0 OTHOCUTLCA C OCTOPOXKHOCTBHO.

Hanpumep, npn b® onucaHa mytaumsa c. 639+919 G>A, KOTOpPaA HAXoO4UTCA B
rnybuHe NHTPOHA, 1 TO/IbKO NpoBeAeHMe UccnenoBaHuli Ha yposHe PHK nossonunno
[0Ka3aTb ee NaToreHHOCTb U BANAHME Ha cnlaiicuHr. Jpyroi cnyydan npu bP ceszaH

C MepecMoTPOM MEepPBOHAYasbHOTO OnpedeseHns MnaToreHHOCTM HalWAeHHOro
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BapuaHTa. Peub nget o BapuaHTe - p.D313Y, KoTopbIl M3HaYaAbHO Bbl ONMKUCaH KaK
MyTauus, HO nocne cbopa 60/bWOr0 YMCAA AaHHbIX M aHANM3a KAWHUYECKMX
NPOABAEHUN Y NALMEHTOB pacLeHeH Kak noanmopduam. OgHaKo 40 cMx Nop cnopsbl
OTHOCUTENIbHO MATOFeHHOCTM HAWAEHHOro BapwaHTa MPOAO/KAKTCA WU YacTb
nccnepoBaTenelt CUMTALOT, YTO OH MOXKET NPUBOAUTL K 6onesHn ®abpu ¢ nosgHen
maHudecTaumen.

MosHo au no aHanu3zy [HK onpedeaume dopmy 6oae3Hu? Cywecmsyiom au
Yyemkue 2eHO-¢heHomunu4veckue Koppenayuu?

[Ona HekoTopbix JIBH onucaHbl pasHble MO TAXECTU KANHMYECKUe GeHoTUMbI.
Hanpumep, cuHgpombl Mypnep, Nypnep-Leie u Weite npu MMNC tin |. O4HO3HAYHbIX
reHo-GeHOTUNUYECKMX KOPPENALMM, KOTOPbIE NO3BONUAN Bbl OTIMYATL GEHOTUMbI
lypnep-lWeie n Wene HeT. Ho cuHapom ypnep, Kak npaBuao, accouMmMpoBaH C
TAXENbIMW MYyTaLUAMM - HOHCEHC-MYTAUMAMMU, AeNeLUAMN NPUBOLALLMMMU K CABUTY
pamku cunTtbiBaHuA. Mpu cuHgpome Llete myTaumm, Kak npasmno, NpeacTaBaaoT
MWCCEHC-3aMeHbl, KOTOpble He BAMUAKOT 3HAYUTENbHO Ha QyHKUMIO depmeHTa u
COXPaHAETCA [OBO/IbHO BbICOKAA €ro OCTaTOYHaA aKTUBHOCTb B KJETKax.

Mpun 60ne3Hn NMNomne myTaums c.-32-13T>G Bceraa accouMMpoBaHa C 1IerKoun
dopmoit 6one3Hn, a HoOHceHC-MyTaumn (Hanpumep €.983T>C, c.1802C>T, c.2171C>A)
NPUBOAAT K TAXKENOMY GeHOTUMY, C NopaxkKeHnem cepaLa U paHHUM Ha4yanoM.

OfHako bbIBaeT, YTO U MUCCEHC-MYTaLMM OKa3blBalOT TAXKENO0E BAUAHUE Ha
6enoK, MOCKONbKY MNPUBOAAT K HAPYLWeEHUD ero KoHdpopmaumm u 6bicTpomy
paspyLUEHMIO B KNETKE UM MyTaLMA MOXKET 3aTparnsBaTb aKTUBHbIN caliT pepmeHTa.
MosToMy npeAcKasaTb TAMKECTb MUCCEHC-MyTauui He Bcerga npeacTasaseTcs
BO3MOHbIM.

Ha TeKyLnin MOMEHT y¥Ke C YBEPEHHOCTbIO MOYKHO CKa3aTb, YTO NpoBeAeHue
[OHK-aHanusa aBnaeTca NoNesHbIM U A1 BOSMOMXKHOCTEN eYeHuns B byayuiem, ecam
6yayT paspaboTaHbl cneymanbHble npenapaTtbl, 3gpeKTUBHbIE NPU onpeaeneHHbIX

MyTaLMax.
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3aknioyeHue

HecmoTps Ha nporpecc B 06/1acT AMArHOCTUKM HacnenCcTBEHHbIX 6osesHel,
Ba)YXHO MOHMMAaTb, YTO TOYHAA AMATHOCTUKA IM30COMHBIX Bone3Hel HakonieHus —
3TO MCMONb30BaHME KAMHWKO-N1abopaToOpHOro noaxoza. TONbKO Ha OCHOBaHWM
COMOCTaB/IEHUS KIMHUYECKUX AAHHbIX U NMOJIYYEHHbIX Pe3ybTaToB 1abopaTopHOro
TECTUPOBAHUA AMAarHO3 MOKET ObiTb BepudUuLMpoBaH. Blaumoaeiictene Bpaya 1
NabopaTopum - KNOYEBOW KOMMOHEHT, KaK YCMNewHOoM ANarHOCTUKM, TaK 1 MOMOLLLM

CeEmMbAM U NauneHTam.
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Cnu1CcoK COKpaLLeHui

ACE - aHIMOTEH3MH-KOHBEPTUPYIOLWNIA depMeHT
CCL18 - nero4Hbln XeMOKMH

GalSph - ranakTo3nacOUHrosmnH

IS - BHYTPEHHUI CTaHAapPT

LysoGB3 - n130rn1060TprMao3nnchUHrosnH
LysoGL1 (GlcSph) - raukosnncduHrosmnH

LysoSM — nusocpuHrommenvH

LysoSM-509 — nnzocoumHrommenmH 509

MoM - Multiple of Median, KpaTHoe meauaHbl
BO - 6on1e3Hb Dabpu

F'Al - rAIMKO3aMUHOTINKAHBI

JNIBH - nu3ocomHble 6one3HM HakonneHun

MIC - mykononucaxapunaos

MC/MC - TaHAeMan Macc-CneKkTpoMeTpus

TICK - TpaHcnnaHTaumMA reMonoaTMYeCKUX CTBOJIOBbIX KNETOK
®3T - pepmeHTHas 3amecTuTe/IbHaA Tepanusa

XT - xutoTpMosngasa
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