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Immkorenos 11 Tuna, unu 6ose3us [Tomme (BIT), otHO-
CUTCSI K PEIKMM HACJICICTBEHHBIM OOJIC3HSIM HAKOIUICHWSI,
CBSI3aHHBIM ¢ Ae(DUIIMTOM (pepMeHTa KUCJIOK Majibrasbl (K1c-
Jioli anbga-rmoko3uaassl, KAI) B im3ocomax. [Tpeumyiie-
CTBEHHOE HaKOILUICHUE TIMKOTeHa OTMEUYEHO B CKEJIETHBIX
MBIIIII[aX, HO B pa3HOM CTEIIEHH MOXET OOHapyKMUBaThCs
1 B IPYTMX OpraHax ¥ TKaHsIX, BKJII0Yask CepISUHYIO MBIIIILLY,
MeYeHb, HEPBHYIO CUCTEMY, IJIAIKYIO MyCKYJIaTypy.

CoBpeMeHHbIe KPUTEPUU YCTAaHOBJICHUS OHMarHO3a
npy BIT mpuHATHI Ha MEXAYHAPOIHOM YPOBHE, BKIIIOUEHBI
B KJINHUYECKME PEKOMEHAAIIMY 1 COOJIONAIOTCS] POCCUTA-
CKMMM crienuanuctamu [1].

[MauueHTaM ¢ cuMIToMamu, XxapakTepHbiMu ajis bIT,
MPEXIIe BCETO PEKOMEHIYETCsl OIpeaeecHue aKTUBHOCTH
KATI — kak npaBujio, y nauueHToB ¢ bI1 BBIIBASIOT 3HAUN-
TEJIbHOE CHIDKCHME aKTUBHOCTH (hepMeHTa. B psine cirydaeB
MHTEPIIPETaLs Pe3y/IBTaTOB OMOXMMMYECKOTO TECTUPOBA-
HMS TpeOyeT OCTOPOKHOCTH, IMTOCKOJIBKY OIMKMCAHbI aJUIe TN
TICEBIOHEIOCTATOYHOCTH, KOTOPBIE MOT'YT BIIMSITh HA aKTHB-
HOCTb (pepMeHTa, HO HE TIPUBOAMTD K pa3BUTUIO OOJIE3HM.
B sTux caydasx nas moarBepxkaeHus auardosa bIT peko-
MEH/IyeTCsI TIOBTOPUTBH OIpe/eIeHe aKTUBHOCTU (DepMeHTa
B JPYroii IabopaTopuu, a TaKXKe B IPYrUX oOpaslax o1o-
MaTepuaiia (MbIIIIeYHas TKaHb, KyJbTypa KOXHBIX (hH1Opo-
0J1aCTOB) M/WJIU B pa3HbIX JJAOOPATOPUSIX.

Bcem nanmeHTaM co CHUKEHHOM akTUBHOCThI0O KAT
00s13aTeJIbHO MTPOBOAUTCS MOJIEKYISIPHO-TeHETUYECKUIA
aHanu3 reHa GAA c 1eblo TOATBEpPXXAeHUs Auardo3a bIl
Ha MOJICKYJIIPHO-TEHETUYECKOM YPOBHE. BoJBIIMHCTBO
MaIMEHTOB SIBJISIOTCS KOMIAyHI-TeTepO3UroTaMH, T.e. He-
CyT 2 MaToreHHble MyTaluy reHa GAA B TpaHC-TIOJ0XEHUH.
ITockonbky B reHe GAA orrcaHo OOJIBLLIOE YMCIO0 YHUKAITb-
HBIX ITATOT€HHBIX BAPMAHTOB (MYTalLIMii), TOJTMMOP(OHU3MOB
Y HYKJICOTUITHBIX 3aMEH HEeSICHOI 3HAYMMOCTH, MOT'YT BO3-
HUKHYTh TPYAHOCTU MPU MHTEPHpPETALMU PEe3yIbTaTOB
MOJICKYJISIPHO-TEHETUYECKOM TUAarHOCTUKM U, KaK CJIe]I-
CTBUE, YCTAHOBJICHUM AMArHo3a, 0COOEHHO B cliyyae He-
3HAYUTEJIbHOTO CHIKEHUSI aKTUBHOCTHU (DepMEHTA.

HecMmotpst Ha MOBBIIICHHBIN B IMTOCACIHME TOIBI MH-
Tepec K peAKUM 3a00JIeBaHUSIM U pa3pabOTaHHbIC METOIBI

JIUAarHOCTUKHM, TIO-TIPEXKHEMY OCTaeTCs PSIT HePEeIIeHHBIX
npodyiem nuarHoctTuku BIT, koTopbie ObLIM 00CYXKIEHBI
Ha pabo4YeM COBEIAaHUU C YIaCTHEM BeIyIINUX CIeIaII -
CTOB: TEHETMKOB, HEBPOJIOTOB, KAPIMOJIOTOB, COTPYIHUKOB
HaIlMOHAJIbHBIX JJa0OPaTOPHBIX CIIYKO CTpaHHI.

Crnenyet Mpu3HaTh, YTO OCTACTCS HEPEIIIEHHOM ITpobIie-
Ma Ha YPOBHE aJIeKBaTHOTO MIEPBUYHOIO OCMOTpA TMalleHTa.
Henocrarounslii coop aHaMHe3a MalyeHTa, 0COOEHHO C pe-
TPOCTIEKTUBHOM OLIEHKOI MOTOPHBIX BO3MOXKHOCTEH B ICTCTBE
M TIOJPOCTKOBOM BO3pacTe, He MO3BOJISIET ITOCTABUTD IIpa-
BWIBHO 3a1a4y Teper JJabopaTOpHbIMM CJTY>KOaMU Ha TIOJIH-
KJIMHUYECKOM 3Talle ¥ COCTABUTH IepeueHb TuddepeHIm-
aJIbHBIX TUarHO30B. Bo Bcex ciydyasix OTCYTCTBUS y TTAllMEHTa
BII cnenyet npoaomKUTh IMTOMBITKA YCTAHOBUTD IPABUJIBHBIIA
nrartos3. Hetr ocHoBaHUiA He MOBEPSATH pe3ysibraTaM SH3UMO-
JMArHOCTUKH, TaK KaK OIIMOKM B pe3y/IbTaTaxX ObIBAlOT Kpaii-
HE PEIKO M ITOCTOSTHHO MOHUTOPHUPYIOTCS. B ClIOXHBIX
M HEOJHO3HAYHBIX CJTyJasiX BpayaM B perMOHAaX HyxKHa 3KC-
MepTHas MOMIePKKa B IIPUHIATUM pellieHMid. B Hacrosiiee
BpeMsI IMEIOTCST BCE TEXHMUYECKKE BO3MOXKHOCTH TTOJTydESHMS
TeJIEMEIUIIMHCKON KOHCY/IBTAllMM, a TAKXKe CO3bIBa KOHCH-
JIMyMa C y9aCTHEM BEIYIIHX SKCIIEPTOB CTPaHbI.

B Poccuu B HacTosIiee BpeMsi UMeeTCs KoropTa Iia-
LIMEHTOB, ¥ KOTOPhIX nuarHo3 BI1 He moarBepxkieH, He-
CMOTPSI Ha KIIMHUYECKKE TIPOSIBJICHUS O0JIE3HU, TIOCKOJIb-
Ky B XOJIe MOJIEKYJISIPHO-TEeHETUYECKOro aHajam3a Obuia
oOHapyXeHa TOJIbKO 1 maToreHHas/BepOosITHO ITaTOreHHast
myTaius. Takoe siBleHue Ha3bIBAIOT «I€TEPO3UTOTHOCTD».
ITpu 5TOM y alIMEeHTa-TeTePO3UTOThI — OyeM TaK Ha3bl-
BaTh YeJIOBeKa, y KOTOPOTo He 0OHAPYKEHO BTOPOIA MyTa-
LMY, — B OTVIMYKME OT MPOCTOTO HOCUTEJSI TATOreHHOTO
TeHETUYECKOr0 BapvaHTa, MPUCYTCTBYIOT KJIMHUYCCKHUE
CHMIITOMBI, XapakTepHble 11 BI1, a Takke CHUXeHME
aktuBHocTH KAT. Y HOoCHTEIISI MAaTOre HHOTO TeHETUYECKO-
IO BapyMaHTa KJIMHUYECKUX ITPOSIBJICHUI HET, 8 aKTUBHOCTh
depmenTa KAI' HaxoauTcs B mpenenax peepeHCHBIX 3Ha-
YEHUI WU CHUXKEHA, HO HE 10 KPUTUYECKUX ITOKa3aTelel.
Ecam y manmeHTOB — HOCHMTEJICH ITaTOreHHOTO BapraHTa
reHa GAA HaOo1al0TCs Kakre-J11M00 KIMHUYECKUE MPo-
SIBJICHUST MUOTIATHH, HEOOXOIMMO 00C/IeIOBaHME IS TIOMCKA
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JIPYroii IpuuKHbI, He cBsi3aHHOI ¢ BI1. Kak roBopuioch BbI-
111, CHIDKEHME aKTHUBHOCTY (hepMEHTA MOXKET OBITb CIICICTBH -
€M HaJIn4us ajutelieil riceBnoHenocraroyHocT. CoveTaHre
ajuiesieil rceBnoaeuIMTa ¢ HOCUTEIBCTBOM ITATOTEHHOTO
T€HETUYECKOTO BapuaHTa B reHe GAA MOXET JaBaTh JIOKHO-
TTOJIOXKUTEIbHBIN Pe3Y/IBTaT MPH IMPOBSACHUM OMOXUMHUYECKOM
nuarHocTuku. Ha coBemiaHuy Takxke oOCYXXAalIoCh, YTO

B CJTydae YCTaHOBJICHHOT'O HOCUTEJIbCTBA MyTalluK B reHe GAA

HeoOXOAUMBI 00CIeIOBAaHUE CEMbU (CEMEMHBIN CKPUHUHT)

1 MOHUTOPUHT U3MEHEHUST COCTOSTHUSI.

CyIIeCTBYIOT TOMOJIHUTEIbHBIC TUArHOCTUYECKUE TaK-
TUKHU, KOTOPBIE MOTYT IIPUMEHSITHCS B TAKKMX CIIOPHBIX CITyda-
sIX, Kak retepo3urotHocth bI1. Hanmpumep, Bo3aMoxkHO 13-
MepeHre ypoBHs TeTpacaxapuaa Tmoko3sl Glcol-6Glcal-
4Glcal-4Glc (Glc4) B Moye B KauecTBe OMOMapKepa, KOTOPbIit
MOXKET I[TOMOYb B TAKMX CJIOXKHBIX M HEOMHO3HAYHBIX CITydasix,
KaK TeTepO3UTOTHOCTh M HOCUTEITLCTBO. JIaHHBI OMoMapKep
MU3MEPSIICS P MOHUTOPUHIE COCTOSTHMS TTALIUEHTOB, ITOJTY-
YyaBIINX (pepMeHT-3aMecTUTeNbHYI0 Teparnuio (P3T) B mc-
caepoBanun COMET [2]. B naboparopun HaclienCTBEHHbBIX
0oJsie3Helt 00MeHa MeauKo-reHeTUYeCKOro HaydHOro LieHTpa
uMm. akan. H.I1. BoukoBa npoBeneHo uccaenoBanue Glc4
B MOYE y 3I0POBBIX JOOPOBOJIBIIEB, MALIMEHTOB C IPYTUMU
TIEPBUYHO-MbIIICYHBIMU 3a00JIEBAHUSMU U TIIMKOTCHO3aMU
B CPAaBHEHMHM C YPOBHEM OMOMapKepa y MalMeHTOB C IO~
tBepkaeHHo BI1. B paMkax aToro nccnenoBaHus METOM ObLT
BaJIMIUPOBAH U TIOJTYyYeHBI PE3YJIBTaThl, KOTOPBIE B 1IEIOM
COIIAcyIOTCs ¢ JaHHBIMU MUPOBBIX MccenoBaHuii [3—10]:

Glc4 aBnsieTcsl YyBCTBUTEbHBIM OMOMapKepOM Ha-
KOTUICHUSI TJIMKOTeHa M TTOBPEXICHUS TKaHEeH, KOHIICH-
TpaLus KOTOPOTO MOBKIIIIAETCS B MOYE Y IallieHToB ¢ BIT;

* ypoBeHb Glc4 — Bo3pacT3aBuUCHUMAasl BeJIWYMHA,

T.€. CYIIECTBYeT O0OpaTHasl KOPPEJSIUS MEXIy KOH-

ueHtpanueit Glc4 B Moue ¥ BO3pacTOM: ¢ BO3pacToOM

koHueHTpauusi Glc4 B Moue cHukaercsd. CooTBeT-

CTBEHHO, HOPMBI JAHHOTO MOKa3aTeJ s IS allueHTOB

0oJjiee cTaplllero Bo3pacra OyayT ropasno HIKe, YeM

HOPMBI TSI HOBOPOXKIECHHBIX;

ypoBeHb Glc4 aBIsieTCsl YyBCTBUTEIBHBIM, HO HECITe-

IMGUYHBIM [TOKA3aTeIeM, ITOCKOJIbKY IOBBIIIAETCS

Y TIPU IPYTUX MUOMATUSIX U TJTMKOTEHO3aX;

ypoBeHb Glc4 He moBbIIIaeTCs TPU TICEBIOHEI0CTA-

TOYHOCTU (pepMEHTa M Y HOCUTEJICH aTOTeHHBIX T'e-

HETUYECKUX BapuaHTOB B reHe GAA;

* MOHUTOPUHT Glc4 y ofHOTrO MalueHTa BbISIBUJI CHU-
xeHue ypoBHs Glc4 Ha poHe 3T y manmenTos ¢ BIT,
YTO ITO3BOJISIET MCIIOJIb30BaTh TaHHBIN MTOKa3aTe b ISt
KOHTPOJISI 3(P(EKTUBHOCTU Tepalvu B Cllydae, el
M3BECTHBI UCXOIHBIC TTOKA3aTEIIH;

* Glc4 moMoraeT noaTBepxaath auarHo3 bIT nmpu He-

OogHO3HaYHbIX Ooxumuyeckux u JJHK-tecrax;

ypoBeHb Glc4 Boiie y mauueHToB ¢ BIT, yuem y 3mopo-

BBIX JItOJIe# TOTO Ke Bo3pacTta [11];

ypoBeHb Glc4 3aBUCUT OT OWEThl U TUIA MUTAHUS:

BBICOKOE ITOTpeOJieHHWEe YIJIEBOIOB/OeIKa W TOJIOA

BIMAIOT Ha KoHLeHTpauuio Glc4 [12];

* ypoBeHb Glc4 koppenupyeT ¢ GeHOTUIIOM: OH BbIIIIE
y manueHToB ¢ miaaeHdYeckoir BII mo cpaBHeHMIO
¢ nmaimeHTamu ¢ bIT ¢ mo3gHuM HavyasioM. OGpalaet
Ha ce0s1 BHMMaHMe ToT (akT, yTo npu bII ¢ mo3nHum
HayajJoM IIpM HEOHATaJIbHOM CKPUHMHIC TaHHBII
Mapkep ObL1 B HopMme [13, 14];

ypoBeHb Glc4 KoppeaupyeT ¢ TeHOTUITOM (HaJTuuueM
BapuaHTa ¢.-32-13T>G) u TsKecThblo MaToreHeTUYe-
CKMX BapUaHTOB [6].

DKCHepThl peKOMEHAYIOT MCIIOJIb30BaTh OMOMapKep
Glc4 B inarHocTHKe 1 MOHUTOPUHTE TlalimeHToB ¢ bIT kak
TECT BTOPO IMHUU, C TEPUOANIHOCTHIO 1 pa3 B 6 Mec 1is
CJIOXHBIX CJTy4aeB ¢ HEOAHO3HAYHBIMU Pe3yJIbTaTaMu OMO-
XUMUYECKUX UCCICIOBAaHWI M KIMHUYSCKUMMU TTPU3HaKa-
MM, HECMOTPsI Ha TO YTO GMoMapKep He 00J1amaeT CTOIpo-
LICHTHOM YyBCTBUTEIBHOCTBIO M CIIELIM(UYHOCTbIO.

CyllecTBYIOT U Ipyrue jJabopaTopHbIe MOKa3aTeu,
M3MEHEHUE KOTOPHIX TToMoraeT 3anono3puTh bIT: kpea-
TUHOOCHOKMHA3a, acTlapTaTaMUHOTpaHcdepa3a/nakrar-
JIeTUaporeHasa, Bakyojausamus sumdornmTos [1, 15, 16].
Taxcke npeanonoxuth nuardHo3 bIT mo3BossioT Takue uc-
cJieoBaHMsI, KaK 3JeKTpoMuorpadusi, MarHUTHO-Pe30-
HaHcHasi ToMorpacdusi 1 OMOIICHS MBIIIIL, U3MEPEHUE aK-
tuBHOCTU KAI' B muMormrax/budpoodiactax/MbIILIEYHOM
ouonTate [17]. Psan BellIenepeYncIeHHBIX JOMOJHUTEb-
HBIX METOMIOB HE SBJISIIOTCSI PYTUHHBIMM, YTO OCJIOXHSIET
MX UCITOIb30BaHKE B MIOBCEIHEBHOM KIMHUIESCKOM TTPaK-
THKE. «30JIOTBIM CTaHAAPTOM» THAarHOCTUYECKOTO CKPH-
HuHra BII siBisieTcst uaMepeHre aKTUBHOCTU (pepMeHTa
KAT B cyxux nsgiTHax KpoBU. [1py CHUXKeHUM aKTUBHOCTU
KAT nuarHo3 Bo Bcex Citydasix I0JDKeH ObITh TIOATBEPXKICH
MOJICKYJISIPHO-TEHETUICCKMM MCCIIEIOBAHUEM.

B MupoBoii mpakTHKe HET ONYyOJIMKOBAHHOTO OIThITa
MMpoOHOro Ha3HavYeHUs maToreHeTnyeckoit M3 T marueH-
TaM ¢ nono3peHueM Ha BII, y koTopbIx yaanock oOHapy-
JKUTB TOJIBKO 1 MaToreHHyto MyTanuio. EcTb ciryyan, korna
Tepalusl Ha3Havyajach MalveHTKe ¢ 1 maroreHHol MyTa-
¥eit 1 1 BapmaHTOM HeM3BECTHOTO 3HAYCHUST, HO Pe3YJib-
TaThl TAKOTO Ha3HAUYE€HMS MOKaA He OIMyOJuKoBaHbI [15].
ITogoOHBII onbIT B Poccun TakKe OTCYTCTBYET.

MupoBoe cOOOIIECTBO OPUEHTUPYETCS Ha TO, YTO
rmaroreHeTu4yeckoe yiedeHue npu bIT MoxeT ObITh Ha3Ha-
YeHO B cjydyae ITOATBepKAecHHOTo auarHo3a BII —
MpU HATWYUU 2 MyTaluii reHa GAA 1 CHUDKEHHOM aKTHUB-
Hoctu pepmenTa KAI. DToro xxe nmpuHLMNa OIpUASPKI-
BaroTCs 9Kcnepthl B Poccum.

DKCIEPTHI MPEIIaraloT pacCCMOTPETD CIICAYIONIUE TTO/ -
XOIbI JUISl IPUHSITUS PEIICHUS O TOTeHLIMAJIbHOM Ha3Ha-
YEHUM ITPOOHOI ITaTOreHeTUIECKOM TepaIu:

* JUISI IPUHSATHS KOJUTETUAIbHOTO pellieHrsI HEOOXOIMO
Co3BaTh (penepabHbIi (TPEXCTOPOHHUI) KOHCUTUYM,
MPENCTABJICHHBIN YYaCTHUKAMM TaHHOTO COBEIIaHN,
TaK Kak BCe MOoA0OHbBIE Cilydyau TpeOyroT 0oJiee Tiyoo-
KOTO aHaJIM3a U MTHAUBUIYAJIBHOTO ITOIXO0/a;

* IIpU HaJIWYUM KIMHUYecKoi KaptuHbl BIT (mosicHo-
KOHEYHOCTHOI MUOTIATHH, TAKXKE MOXKET OBITh ITOBBI-
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1LIeH YpOBeHb KpeaTUuH(OC(HOKUHA3bI), HOpMaJIbHOMI
aktuBHocTU pepmeHTa KAT 1 1 maToreHHOI MyTauuu
MpoOHas maToreHeTHIecKasi Teparusi He Ha3HavYaeTcsl.
PexoMeHI0BaHO MPOIOKUTH BCECTOPOHHIOW -
epeHIMaIbHYI0 TMarHOCTUKY;

* IIpU HaJIWYUM KIMHUYecKoi KaptuHbl BI1 (mosicHo-
KOHEYHOCTHOI MUOMATUM, TAKKE MOXKET ObITh ITOBBI-

IIeH YpOBeHb KpeaTUH(OC(HOKUHA3bI), CHUXEHUS
aktuBHOCTU (pepmeHTa KAI, 1 maToreHHoi MyTaLuu,
MOBbILIEHHOTO YpoBHS Glc4 B Moue Ha3HaYeHUE MTPO0-
HOI MaTOTreHETMYECKOM Teparny BO3MOXHO IIPH yCJIO-

BUU KOJUIETUAJIBHOI'O PEILICHUA. ILT[H 3TOrO HEOOXOIUMO

AHaMHe3 1 KNMHUYeCKas KapTHa 6onesHn /
Anamnesis and clinical presentation

A

Mpu nopo3peHnn Ha bl — uccneoBaHMe aKTUBHOCTH
depmeHTa KUCN0i anbda-rnioko3naassl /
IfPD is suspected, acid alpha-glucosidase
enzyme activity should be tested

co3BaTh (eaepabHbINi (TPEXCTOPOHHUI) KOHCUINYM,
MPeACTaB/ICHHbI YJaCTHUKAMM JAHHOTO COBEIIAHMSI.

Y

AKTUBHOCTb GepmeHTa CHInKeHa /
Enzyme activity is reduced

A

Y

MonekynapHo-reHeTUyeckan AuarHocTuka /
Molecular genetic diagnostics

Y

O6Hapy»eHue 2 naToreHHbIx/
BEPOATHO NaTOreHHbIX reTepo3UroTHbIX BapuaHToB /
Detection of two pathogenic/
probably pathogenic heterozygous variants

MorpaHMyHoe 3HaueHue aKTUBHOCTH GepmeHTa /

!

Y

HopmanbHas akTUBHOCTb pepmenTa /

Detection of only one pathogenic/
probably pathogenic variant***

Borderline value of enzyme activity Normal enzyme activity
Y Y
[varno3 bIl He noaTBepxAeH* / [Jlarno3 bIl He nopTBepXxAeH* /
The diagnosis of PD has not been confirmed* The diagnosis of PD has not been confirmed*
A A
Y
V13mepeHue akTUBHOCTY GepmeHTa
— B Apyrux naboparopuax / —
Measurement of enzyme activity
in other laboratories
= 06Hapy»eHue anneneil NCeBAOHEA0CTaTOYHOCTU** /
» Detection of pseudo-insufficiency alleles**
A
06Hapy»eHue Tonbko 1 natoreHHoro/ JlnarxocTuyeckve TecTbl BTOPOV IMHNM:
BEPOATHO NATOreHHOr0 BapuaHTa*** / - Glc4 B Moye + npopomKeHne MoneKynApHo-

A Y

AwnarHo3 bl noaTBepxAaeH* /
The diagnosis of PD has been confirmed*

(06Hapy»eH BTOPOiA natoreHHblil/
BEPOATHO NATOreHHblil BapuaHT /
Second pathogenic/probably
pathogenic variant detected

TEHETUYECKOI AUArHOCTUKI**** /
Second line diagnostic tests:
Glc4 in urine + continuation of molecular genetic
diagnostics****

A

Y

A

MoBbiLeHue ypoBHA Gl B Moue /
Flevated Glc4 level in urine

Puc. 1. Areopumm noomeepcdenus duaerosa 6oaesnu Ilomne (BI1) 6 pearvroii kaunuueckoil npaxmuke. * BozmodcHo nogmophoe usmeperiue aKmugHocmu
hepmerma. ** [Iposecmu usmepenue konuenmpauyuu Glc4 6 moue. Ilpu Hopmanvhom 3navernuu ouaenos BII ne noomeepxcoen. Tpu nogoluieHHom 3Ha4eHUU
Heo06x00UMO NPOOOANCUMb MONCKYAAPHO-2eHEMUHeCKYI0 JuazHocmuKy. *** BoamoicHo oocyicoenue npooHoll (hepmeHmo3amecmumenvHoli mepanuu no pe-
WEeHUI0 mpexcmopoHHe20 (hedepanbHoeo KoHcuauyma. **** Hanpumep, MyasbmuniekcHas amnau@ukayus aueuposantsix 30H0oe, NGS-nanenu, uccredosa-
Hue UHMPOHO8, ceKeeHuposarue 2enoma/sx3oma/mPHK

Fig. 1. Algorithm for confirming the diagnosis of Pompe disease (PD) in real clinical practice. * Possible repeat measurement of enzyme activity. **Measure
the concentration of Glc4 in urine. If the value is normal, the diagnosis of PD is not confirmed. If the value is elevated, molecular genetic diagnosis should be
continued. ***Trial enzyme replacement therapy may be discussed as determined by a tripartite federal consilium. **** For example, multiplex ligation-de-
pendent probe amplification, NGS panels, intron studies, genome/exome/mRNA sequencing
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—

Nel

B mepByio ouepenb 3TO KacaeTcs MaJIeHBKMX JeTeid
¢ milageH4deckoit popmoii BIT, Mmeronyx BeipaxkeHHbIE
KJIMHUYECKUE TIPOSIBJICHHUSI, Y KOTOPBIX MYTalliM IOKa
He oOHapyKeHbl, HO aKTUBHOCTb (pepmeHTa KAI 3Ha-
YUTEJILHO CHIDKEHA, — Y HUX CTOUT PACCMOTPETH BOITPOC
0 HeMmemieHHOM HasHadeHuM 3T, MOCKOIBKY pevb
WZIET O XXMU3HEYTPOXKAIOIICH CUTYallny;

MpU HATMYUKM KiIMHU4Yeckoil kaptuHbl BIT (rmosicHo-Ko-
HEYHOCTHOM MMOIIATUM, TAKXKE MOXKET OBITh ITOBBIIIICH
YpOBeHb KpeaTuH(OC(hHOKMHA3bI), CHIDKEHHON aKTUB-
Hoctu ¢epmeHTa KAI, 1 maTtoreHHoit MyTauuu
u/wii 1 BapraHTa HEM3BECTHOI'O 3HAYCHUS WU 2 Bapy-
AHTOB HEM3BECTHOTO 3HAYEHNS 1 TTOBBIILIEHHOTO YPOBHS
Glc4 B Moue MoxkHO paccMaTpuBath bIT kak quarHos;
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