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B cTaTbe npuBeaeH psaL KAMHUYECKUX MPUMEPOB HapylweHna obmeHa rMMKO3aMUHOIIMKAHOB Y AeTei. AK-
LEeHTUPYeTCA BHUMAHME, YTO MPU HaMYMM Y NALUMEHTOB OpraHoMerananu, MLEBbLIX ANCMOpPOUl Heobxoanmo
nposecTn obcnenoBaHMe oA UCKAOYEHUA IM30COMHON 6oe3HM HakonaeHna. OBHapyKeHne KAMHUYECKOTro
nosMmopdusama HapyleHna obmeHa MMKO3aMUHOIIMKAaHOB NO3BOAAET UHAMBUAYANN3NPOBATL TAaKTUKY Jieye-
HUA 1 peabuanTaumm NaLMeHToB, KOTOPAn AO/MKHA CTaTh 0bA3aTeIbHOM A/1A BCeX NALMEHTOB C MyKOMomncaxa-

puao3amu.

Kntoyesble co6a: MyKonoaucaxapudos, 2AUKO3aMUHO2AUKAHbI, 1eYeHue, peabuaumayus.

BsegeHue

Cpenu 60s1e3Hel HaKOIIJIEHUA MYKOIIOJIHIcCaXapHuIo-
3bI 3aHMMAIOT OJHO K3 IIePBBIX MecT. IlaTomorus
00ycJIoBJIeHA HeJI0CTaTOUYHOCThIO JIN30COMAaJIbHBIX
dhepMeHTOB, KOTOpas IIPUBOJUT K HAPYIIEHUIO KaTa-
00JI3Ma OCHOBHOI'O BellleCcTBa COeJUHUTEILHOM TKa-
HH - I'JIMKO3aMMHOTIMKAHOB [3]. IX HaKoIJIeHue B JId-
30COMax BbI3bIBAET I'PyObIe KJI€TOYHbIE N3MEHEHUA
M BO3HHUKHOBEHNE XapaKTEePHOU KIMHUYECKOU Kap-
THUHBI [1]. B 3aBHCUMOCTH OT (hepMeHTaTUBHBIX Jedek-
TOB U TSDKECTH KJIMHUYECKOM CUMIITOMATHKHI Pa3JIn-
4YalT CeMb THUIIOB MYKOIIOJIMCAXapua030B, Cpeau
KOTOPBIX CYIIIECTBYIOT HECKOJIBKO ITIOATUIIOB [1-6].

Ilenp uccae0BaHUA: U3YUYNUTDh KJIMHUYECKUI I10-
JIUMOpP@U3M pa3JIMYHbIX BAPUAHTOB HApPYIIEeHUS
oOMeHa IIMK03aMUHOIJINKAHOB, YTOUHUTL BO3MOXK-
HOCTBb peHOMeHa (heHO- M TeHOTUITNYECKOM CUHTPO-
OUYU OJI UHAUBUAYaJIN3allul JIedeHus U peadu-
JINTAIUH.

MarepuaJibl 1 MeTObI. ViccrieioBaHMe IIpoBeie-
HO B YKPamHCKOM MHCTUTYTE KJIMHUYECKOM M€ HETUKHU
XHMY. Hcroab30BaHO MHOTOIIapaMeTPHUUYECKoe
KJIMHHUKO-TeHeTUYEeCKOe NCC/Ie/IOBaHUE C IPUMeHeHU-
€M KJIMHUKO-TeHeaJIOrn4eCKOoro, COMaTOreHeTU4eCKo-
ro, OMOXNMHYECKOT0, MOJIEKYJIIPHO-TEHETHYECKOTO,
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MHCTPYMEHTAJIbHBIX U IPYTUX MEeTOJ0B HCCJiedo-
BaHUA (BBICOKO3((hEeKTUBHASA XKUIKOCTHAS XpOMAaTO-
rpacdusa aMUHOKHCJIOT, ra3oBas xpomaTorpadus,
Macc-CIIEKTPOMETPHA, MOJIEKY JISPHO-TEHETUYECKUH,
IIUTOTeHeTUYeCKUIL).

PesynbpTaThl 1 ux 00cyxaeHune. Cpegu 52077 mep-
BUYHO 00cCJIeJOBaHHBIX HanueHToB (2008-2013 rT.)
00HapykeHo 263 (0,5% ) ¢ KIIMHIYEeCKNMHU 1 OOXMMU-
YeCKUMH IIPpU3HAKaMU BOBJI€UEeHUS B IIaTOJIOTHAYe-
CKH IIpoliecc MyKoIlojircaxapuaos. Cpeay 263 TOJIb-
KOy 6 (2,28% ) 00Hapy>KeHbI CHHIPOMAaJIbHbIE DOPMBI,
B TOM 4HcJie U ¢ heHOMeHOM (beHOTUIINYECKOM CHH-
TPOIIUH.

Ilon Hammm HabJTI0AeHIIeM HaX0 IS TCA TPU CEMbH,
HMeIolIMe JeTel ¢ MyKoImojmcaxapugo3om I Tuna
(cuaapoM XaHTepa), KOTOPbIM IIOATBEPKIIEH C IIOMO-
b0 PepMeHTHOYTOUHAIONel JuariocTUuKu (OT-
CYTCTBHE aKTUBHOCTH hepMeHTa UAypPoHATCYJIbda-
Tas3bl).

IIpobano O., 5 nem. Junarao3 MIIC II ycTaHOBJIEH
B BO3pacTe IBYX JIET HAa OCHOBAHMUU KJIMHUYECKUX
MIPOsABJIEHUN — MakKkpoIledansa, rpoTeCKHbIE YePThI
JIMIIa, 3aJiepKKa Mcuxodr3niecKoro pasBUuTUA, Kugo-
CKOJIMO3 T'PYIHOTO U II0SCHUYHOI'0 OT/IeJIa [I03BOHOY-
HUKa, reaToMerasjaus, HapyllleHue 3peHud — u
dhepMeHTHOYTOUHAIOIIEN JNarHOCTUKY, BbIABUBIIIEH
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OTCYTCTBHE aKTUBHOCTH (hepMeHTa UAypPoOHATCYJIb(ha-
Tasbl. B mporiecce HaOI0AeHUS 32 00JIbHBIM OTMEYEHO
Hajmune y pedeHKa IMIPU3HAKOB COCYINCTOM IaTOJIO-
I’y — MUKPOAHTHOIIaTUN, IPHU3HAKOB JINKBOPHO-
TUNEePTEeH3UOHHOI0 cuHApoMa. JJIgd yTOUHEeHUuA
MIPHUYMHBI COCYANCTBIX HApYILIEeHUI ITPOBeJEeHO 1CCIIe-
JOBaHUe IIOJIMMOP(MHBIX BADUAHTOB I'eHOB (DepMEeHTOB
dos1aTHOr0 MKJIA, IIPU KOTOPOM BbIABJIEHA My TAITUA
reda MTHFR. JlaHHbIe IIOATBEPKAeHbBI CCJIeIOBAHU-
€M YPOBHS 'OMOIIMCTeNHA, KOTOPBIN B IMHAMUKE ObLT
BBICOKUM (16,9 MKMOJIb/ JI).

IIpobaHdy M., 6 nem, nuaruo3 MIIC II ycTaHOBJIeH
B BO3paCTe TpeX JIET Ha OCHOBAHUHU KIIMHUYECKUX ITIPO-
ABeHut (Makpoliedasnsa, rpoTeCKHbIe YePThI JIMIA
— BBICTYHAIOIIUI 100 1 HaA0POBbS, MOHI'OJIOMJHbBINA
paspes rjias, KOpOTKUM ceJJIOBAIHBIN HOC, KOPOTKAas
mIes, IINpoKasg rpyaHasa KjIeTKa, yBeJIndeH KUBOT,
JaracTas IPAMBIX MBIIIII JKMBOTA, IIYIIOYHAA I'PhDKa,
OpaxuaaKTUINSA, KPbIJIOBUIHBIE JIOATKU, TUIIEPTPH-
X03 B 00JIaCTH CIIMHBI, KOHTPAKTYPhI) U IIOATBEPKIEH
depMeHTaTHUBHO. Y 3TOr0 MalfieHTa C TOKeJIbIM Teve-
HUeM 00JIe3HU UMEIOT MeCcTO 3aJep>KKa Pa3BUTHA,
SMUJIEITUYECKHE [IPUCTYIIBI, II0BeJIeHUeCKe Hapy-
IIIeHVA B BUJIe TUIIEPAKTUBHOCTH, arPECCUBHOCTH, Ha-
DPYIILIeHU CHA, HEBPOJIOTUYECKUH perpecc. OTU JaH-
HbIe CBUIETEIbCTBYIOT O HAJIMYNUHN «HEeHpoIlaTuye-
CKOID» (hbopMBbI 32a00JI€BAHHS.

V oguoro us nmamueHToB @., 13 JieT, ¢ rpyObIMI Uep-
TaMu JIu1ia (YTOJIIIIeHHbIE HaJIOPOBHBIE AYTHU, IITHPO-
KU MACHUCTBIN HOC, JJIMHHBIN (QUIIBTD, ITOJIHBIE I'YOBI,
runepTpodud geceH, YBeJIMUYEeHHBIH, C OTIIeYaTKaMU
3y00B, A3bIK, JUCMOP(MUYHBIE VIITHbIE PAKOBUHBI), CY-
XOM, «<MpaMOPHOI», KOXKeH, ¢ ITMaHOTUYHBIMH JIaJ0-
HAMU, BBIPAXKEHHBIM TAIIEPTPUX030M, YKOPOUEHHOMU
111eel, TpyIHOH KJIeTKoM 60UK000pas3Hoii opMbl, KOH-
TpaKTypaMU CyCTaBOB, OrPaHUYEHNEM JBUXEHUN
TYJIOBHILA U KOHEYHOCTEMN, UMEeET MECTO MYKOIIOJIU-
caxapunoa, I Tum (6osie3Hb XanTepa), X-ClleIlJIeHHBIN
peliecCUBHBIN TUII HACJIeJOBAaHUA, KOTOPbIN MaHUde-
CTHPOBAJI B pe3yJibTaTe B3aMOJeHCTBUSA TOUeUHOMU
myTanmu u myTtanuy reia MTHFR Ha hoHe HapyleH-
HOTI'0 SIIMI'€HEeTMYEeCKOr'o cTaTyca. B cBS3U ¢ BhIIIIEIIe-
peunciIeHHbIM, B TAKTUKY JIeUeHH ObljIa BBeJeHa
dosraTHad TepamnuA C 11eJ1bI0 HOpMaJIu3alliuu IIpo1iec-
COB JIIUT'eHEeTUYECKOr'o cTaTyca, Ha (hoHe KOTOpou
ObLJIa OTMeYeHa CTaOMJIM3aIlns IIpoliecca.

C urosia 2014 roga asym nanuentam ¢ MIIC II tuma
HavaTa epMeHT0o3aMeCTUTeIbHAA Tepallud IIpera-
paToMm «Maypcyabdaza» («daamnpasa») B MUHIUBUIY-
aJIbHOI BO3PACTHOM JI03UPOBKE.

Oqusn namuedT ¢ MIIC IV B (curapom Mopkuio B)
C Pe3KUM CHIKeHNEM aKTUBHOCTU (epmeHTa b-D-
rajlakTo3mnaasnl (5 HMOJIb/MT/ 4 (pepepeHTHBIHI Ypo-
BeHb — 8-240 HMoJib/Mr/4) (Dr. B.J.H.M. Poorthuis),
Ha poHe monumoppuama MTRR 66GG («ajsenb pu-

cka» gedunnuTa KodbajaMuHa), runepTaypruHeMun
TUIIOTOMOILIICTENHEMUU.

CunnapoMm MOPKIO — "eHETUYECKH T'eTepPOreHHoe 3a-
OolleBaHUe, MoApasdendlollleecs Ha JBa THUIIA
C ayTOCOMHO-PeIleCCUBHBIM THUIIOM HaCJIeJOBaHUS,
T'eH KOTOPOr'o KapTUpoBaH Ha 3p21-3pter [1]. MyTaHT-
HBII hepMeHT ABJIAETCA MYJIbTUMEPOM U KOHTPOJIU-
pyeT cTporo crnenuduyecKoe OTIIeIlJIEHe TePMU-
HaJIBHOI'0 OCTAaTKA JleCyIb(MaTUPOBAHHON! I'aJIaKTO3bI
B MOJIEKYJIe KepaTaHCcyJibdaTa, KOTOPbI BXOIUT B CO-
CTaB He TOJIbKO XPAIeBOM TKAHU U POT'OBUIIbI, HO TaK-
’Ke U B MOJIEKYJIbI APYTUX rajIakT030CoaepKaluxX
coeauHeHuii. KeparauncyiabgaT, KaTadoamu3M KOTOPO-
ro u3dbupartenbHo HapynieH npu MIIC IV B, Bxogut
B UYMCJIO TTIMKO3aMMHOTJIMKAHOB. II0CKOJIBKY rajiak-
T03a HAaXOJUTCS B COCTaBe TOJIbKO KepaTaHCyJIbdara,
IpY JaHHOM 3a00JIeBaHIM HapyllleHa BHY TPUJIH30-
CcoMHas Jierpagaiisa nMeHHo aToro I'AT™ (HaKoIIeHe
XOHJIPOUTHH-6-cyJIbaTa B mu3ocomax) [3]. Tum Tede-
HUA 3a00JIeBaHUsA IPOrpe/IMeHTHBIN. Bo3pacT Hauasa
KJ1accrmuecKo hopMbl 00J1€3HM BapbUPYeT OT 1 roza
1o 3,5 steT. BoytesHb MaHUGeCTUPYET IIPOrPecCUpyro-
111e¥ BaJIbrycHou gedopmMalireli KOJIEHHBIX CyCTaBOB,
Kknho3oM, oTcTaBaHKEM B pocTe Ha (DOHE NUCIIPOIIOp-
IIOHAJIBHOT'0 YKOPOUYEHU TYJIOBHUIIA U IIer, «yTHU-
HOM» ITIOXO0JKOM. B KIIMHMYEeCcKol KapTruHe 3a00J1eBa-
HUSA JOMHUHHUPYIOT CKeJIeTHbIe JehopMaiuy B BUAE
CIIOHAMJIOANN(U3APHON ANCIIA3UH C BTOPUYHBIMU
HEBPOJIOTMUYECKUMU OCJIOKHEeHUAMY. CIIOHANIIOSIH-
duzapuas gucmiaasud npu MIIC IV Tuma BKIIo4aer:
JUCIIPOIIOPIIMOHAILHY IO KapPJIUKOBOCTh, K03, CKO-
JIN03, JIOPJ103, OBOUIHYIO NedOpMAaIIUIO TeJI II03BOH-
KOB, BJII'yCHYO0 JehOpMaIliio KOJIEHHBIX CYCTABOB,
YJIbHAPHYIO JeBHUALIMIO 3aIIACTUMN, BAJIbI'Y CHYIO Jiehop-
MAalII0 JIOKTEBBIX CYCTAaBOB, KOPOTKMe (haJIaHI'H, ILIO-
CKOCTOIINE, TUIEPIIOABUKHOCTD KPYITHBIX I MEJIKAX
CYCTaBOB, HECTAOMUJIbHOCTD IIIEHHOT'0 OT/IeJIa I103B0-
HouHNKAa. Kak rmpaBuiio, Ha0JII0IAI0TCA MeJIKHe 3yOhI,
JUCIIJIa3us 3MaJId 1 4acTo GopMUpPyeTCcs Kapuec, a
TaK)Ke IIOMYTHEHIE POTOBUIIbI, FrellaTOCILIIEHOMera-
JIUs, IOPOKHU ceparia (IIopakeHue aopTaJIbHOro Kia-
TaHa), TYTOYXOCTh.

Jla)ke Ha IIpUMepe OJHOT'0 HAOJII0/IEHUA MOXKHO
YBUJIETh BCe YKa3aHHbIE IIPU3HAKU, CBOMCTBEHHbIE
cuaapomy Mopkuo. B XCMI'1] oopaTuiack ceMbs C.
C I€BOYKON CceMU JIET JJIA yTOUHEHHUA 11arHo3a B CBA-
3H1 C COeIMHUTEIbHOTKAHHOMU aucmiasuen, MASS-
dheHOTHIIOM, CIIOHANI0TN(N3aPHON JUCIIa3HEH.
7Kaso0n1 Ha HapyllleHNe IOX0JK) peOeHKa, yToMIIsge-
MOCTb II0cJIe Pu3ndecKoM Harpy3KH, KoTopas Iocjie
OTObIXa MPOXoauT. 113 aHaMHe3a U3BECTHO, UTO pede-
HOK eIMHCTBEHHbIN B ceMbe. Poguiiach B cpoke 39 He-
JeJ1b OT (hM3MOJIOTMUYECKHX POJIOB. Bec mpH pokaeHnn
3300,0 T, pocT 53 cM. O1ieHKa 110 IIKasie Anrap 8-9 6as-
JIOB. OTaNbl IICUXOMOTOPHOT'O PA3BUTHUA COTJIACHO
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Bo3pacTty. IIpuBuTa corjiacHo KajgeHaapio. boiena
OPBU, hapunaruramu. C 5-JIeTHEr0 BO3pacTa OTMede-
HBI TOITHOTBI, CHIDKEHIE anIeTuTa Ha (hoHe BLISBIIEH-
HOM JUCKUHE3NN JKeJTUeBhIBOASINIX Iy Ten (JIXKBIII).

B 11ecTh J1eT IIpU IPOXO0XKAEHUN MEIUITTHCKOTO
0CMOTPA B IIIKOJIY V IeJiaTpa BLICIYIIIAaH CHCTOJIITYUE-
ckuii myM B cepatie. ITpu Y3 cepaiia o0HApyKeHOo
VIJIOTHEHME CTBOPOK MUTPAJILHOTO KJIallaHa, abep-
DPaHTHaA X0p/ia JIEBOI'0 KeJIyJI0UKa, Hepe3KOo BhIpa-
JKeHHad aopTajibHad HeJ0CTATOYHOCTb, MUHUMAJIb-
HadA MUTpPaJIbHAA HeJOCTATOYHOCTb. [TostocTH ceparia
He yBeJinueHbl. CokpaTuTenbHad QYHKINA 000UX Ke-
JIYJIOYKOB Y IOBJIETBOPUTEIbHAA.

IIpu Y3U BHYTPEHHUX OPTaHOB BbIABIEHA I'elIaTO-
merasnus (+1 cm), JOKBIII.

Ha peHTreHorpaMme rpygoIosSsCHIYHOIO OTAesIa
II03BOHOYHMKA B ABYX IIPOEKIIHUAX OIpeaesisaeTcsa
VIIJIOIIEHNE TeJI I'PY/IHbBIX 1 IOSCHIYHBIX II03BOHKOB,
yMepeHHad KIMHOBUIHAA OehopMallva B IlepeJHUX
oTHeJiaxX, Cy>KeHre MeXII03BOHKOBBIX I11eJIei B TPy -
HOM OT/eJie, IlepeJHYE OTeJIbl I03BOHKOB HEPOBHBIE.
VMeHnblenre B 00beMe Tesia 103BoHKa L2 Ha 1/2, cMme-
IIeHMe TeJI II03BOHKOB L2 Kk3aau Ha 7 MM, L5 Kriepean
10 1 cM. 3akiIoueHue: ClioHauIoanudrsapHas amc-
IJIa3UA.

KoncynbTupoBaHa npogeccopoM B.B. IToBopo3HIo-
KOM, YCTaHOBJIEH JUarHo3: «J[1cIia3usa coeIMHUTETh-
HOM TKaHu, MASS-cunapoM. CucTeMHas OCTeoIle-
HUA». JJ19 yTOYHEHH INarHo3a CeMbs HalIpaBJIeHa
B XCMI'LI.

IIpu ocMoTpe B heHOTHIIE OOPAIAIOT BHUMAHUE:
pocT — 120 cM, BecC — 21 KI', HA KOXKe — eJUHUYHbIE He-
BYCbI, MPaAMOPHOCTb KOXKHBIX IIOKPOBOB, Y3KO0e€ JIUIIO,
MeJIKHe 3y0bl, Kapuec, KOPOTKUHM HOC, KOPOTKU
huabTp, BEICOKOE HE00, KOPOTKAas I1Ies, y3Kasa rpyaHast
KJIeTKA, NehopMUpPOoBaHHAA, TUIIEPMOOUILHOCTD JIOK-
TeBbIX CyCTAaBOB, Y3KMe KHCTU, KUPOCKOINO03 I'Pya0-
MOSICHIYHOI'0 OTAeJIa II03BOHOYHUKA.

IIpu nccmeqoBanny GpaKINii MIIMKO3aMUHTJIAKA-
HOB Moyl MeToJioM TCX BbIfBJIeHA (hpaKIig KepaTaH-
cynbdara, uTo MOXKeT ObITh MapkepoM MIIC IV Turma.
IIIX-Tect 213,7 Ex ITIIX r/kpeat (11pu pedepeHTHOM
sHauvenuu 10 161 Ex IIIX r/Kpear.)

IIpoBesieHO MOJIEKYJIAPHO-TeHETUYECKOE UCCIIeI0-
Banure MIIC IV tuna — 1marHocTUPOBaH MYKOIIOJIHCA-
xapuno3 IVB tuna, cHm>keHue sH3UMa (-rajakTo-
3U71a36l.

IIpu uccriefOBAaHUM MOYY METOJ0M 'a30BOM XpoMa-
Torpaduu U Macc-CIeEKTPOMETPUH BbIABIIEHbBI N3Me-
HeHMsI MeTaboInTOoB I1KJIa Kpedca.

OO0HapyxeHbI oauMopdru3mbl reia MTRR A66G
B I'OMO3UTOTHOM cocTossHuH U reHa MTR A2756G B re-
TEPO3UTOTHOM COCTOSHIH.

ITpu abmoMuHAIBLHOM 9X0rpadui BhISBIIEHbI: yMe-
PeHHaA relaToCIIeHOMeTaJIiA, YMepPeHHOe IIOBbIIIIe-
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HIe 3XOILIOTHOCTHY ITapeHXUMbI IIeUeHH, [IPU3HAKHU
JI7KBII 1o runmoToHIYecKomy THILy. I1pu Y3U movek:
MeTaboJIMYecKre U3MeHeH! A (BKII0UYeHUd 1,3 MM).
JIByCTOPOHHUI T'HIAPOKAINK03. HaamouyeuHnKHU He
YBeJIMYEHBI. B HEBPOJIOTMUECKOM CTaTyCe: MbIIIeYHAS
TUIIOTOHHSA, IBY CTOPOHHSA IIMpaMUIHASI HeJOCTaTOY-
HOCTb.

Ha ocHOBaHUY I10JIyYEHHBIX JAHHBIX YCTAHOBJIEH
auarsos: «Mykomnoaucaxapuzos IV B tuma Ha hoHe
nosmmopdusma MTRR 66GG («ajuesb pucka» gedu-
nuTa KobajramMuHa), TurepTay puHeMUs, TUIIOTOMOITH-
CTeHEMUS».

¥V ogHOro nanyeHTa ycTaHoBJIeHO coueTanue MIIC-
noa00HOro heHOTHIIA C CHHAPOMOM JJiepca-Jlanmoca:
rpyOble YePTHI JIHUIA, JUCHIPOHOPIIMOHAILHOE TEJIO0-
CII0XKeHMe, KUIeBuaHAasI JedopMarius rpyJHOM KJIeT-
KU, KrockomoTmueckas eopMaIiis I0O3BOHOYHIKA,
KPBLIOMOJ00HBIE JIONATKHY, IIOBBIIIIEHHASA PACTSI K-
MOCTB KOXKH, ee MATKOCTb, 0apXaTHUCTOCTD, MbIIIIEY-
Hasi TUIIOTOHMS, TUTIEPMOOMILHOCTE CYCTaBOB, BApH-
KO3HOe pacllipeHye BeH, 0TeK HIXKHUX KOHEUHOCTEN.
[Ipu o6cmejoBaHNM BBISABJIEHBI rellaToCIIeHOMera-
JIs, MeTa0oIMYecKue, JUCIIacTUYecKe U3MeHeHU A
B II0YKAaX, [IPOJIAIIC MUTPAJIBHOI'0 KJIallaHa, JOII0JIHU-
TeJIbHAS X0P/ia JIEBOI'0 JKeJIyI0UKa, IIPU3HAKH II0BbI-
IIIeHHOM JierpaJialiiy KoJjijiareHa (OKCUIIPOJIMH CYyTOY-
HOUM MOYH — 155,4 MTI'/CYT), IOBBIIIIEHNE SKCKPEITUH
TJIMKO3aMUHOTJINKAHOB /10 148 Ex ITIIX/T Kpear., TH-
MEePIIPOJINHEMUS, TUIIEPTJINITTHEMIUS, TUIIEPITPOJIH-
HypHs, TUIIEPTOMOITUCTENHEMHUS — 26,6 MKMOJIb/ 1.
¥ maTepu npob6aHia: AUCIPOIIOPITUOHAIbHOE TeJIO-
CJI0’KeHUe, TpyOble UepThI JINa, KuGoCcKoIMoTHYe-
ckadg nedopmaliva I03BOHOYHUKA, MATKaA, TECTO-
o0pasHasi, rumnepajiacTuYHasI Koyka, TUIIepMOOUIIb-
HOCTb CYCTaBOB, BADMKO3HOEe paclIUpeHNe BeH,
JIUMAOOTHUYECKUU OTEK HIDKHUX KOHEYHOCTEH. YV IIpo-
OaHJa 1 ero MaTepu BbIABIeH nomMmopdusM MTHER
G1793A/MTRR A66G.

Hawuboree c10;KHBIM OBILJIO COYeTaHUE y O0JIbHOM!
K. xpoMocoMHOI1 aHOMAaJINU ¢ MeTaboJIndecKuM Ha-
pyuierreM (MIIC-riomo6HOro cheHOTUIIA C TEHOTHUIIOM
45X/46XX, nomMopdusmom MTJIHK (8697GA, 8860G,
B TPHK-m13unH), ¢ «asyutensavu pucka» MTHFR 677TT,
C IIOBBINIIEHHEM YPOBHA XOHAPOUTHUH-4-CyJibdarTa,
XOHIPOUTUH-6-CyJIb(daTa.

2Kas106b1 Ha 60J11 B IT03BOHOYHMKE, KOJIEHHBIX, JIOK-
TEeBBIX, IIJIEYEBBIX CYCTABAX, CKOBAHHOCTD JIBIDKEHNU,
OBICTPYIO YTOMJIAEMOCTD, CJIA00CTh, OTCYTCTBHE CAMO-
CTOATEeIbHBIX MEHCTPYAIIN, 3aJep>KKa pocTa U I10-
JIOBOT'0 pa3BuUTHA, JehopMaliysa MO3BOHOYHUKA, TPy -
HOI KJIETKH.

AnamMHe3: 60JIbHA C POXKAeHM, KorJa POIUTENIH OT-
METHJIN OTeK HIDKHUX KOHEUHOCTEM, KOTOPBIM yepes
JIBe HeJleJIU IIpoliies1 Oe3 JieueHus. Yepes ro poauTe-
11 00paTUJIM BHUMAaHUeE, YTO JeBOYKA HECKOJbKO
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OTCTaeT B POCTe, XOTA IICUXUYEeCKHU Pa3BUBAETCS C
onepexxeHrneMm. dusmdeckoe pasBUTHE C 11 JIeT Xapak-
TEePU30BAJIOCH CHIKEHIIEM POCTOBECOBBIX ITOKa3aTe-
JIeli, THTEeJIJIEKTYaJIbHOE Pa3BUTHE ObLIIO BHICOKHM,
XOPOIII0 YUHIACh B IIIKOJIE M YHUBEpcUTeTe. IIcuxo-
SMOITHOHAJIbHOE Pa3BUTHE TaKKe ObLII0 HOPMAaJIbHBIM.
B 12-11eTHeM Bo3pacTe yIII10J1a IIpaBbIii TOJIEHOCTOII-
HBIH cyCcTaB, B CBSI3HU C UYeM JIeUJIach B CTallMOHADE.
Bckope mosiBuIMCh 60JIM B JIEBOM I'0JIEHOCTOITHOM CY-
cTaBe, KOTOphIe HapyIlail Xoan0y. Jleunnack B HUU
O3/II1, 6611 yCTAaHOBJIEH AUATHO3 XPOHUYECKOTO
apTpuTa, ANCreHe3uns roHajl, Mo3auvyHas (hopma CHUH-
npoma IllepertieBckoro-TepHepa. M3 mepeHeceHHbIX
3a00JIeEBaHUU B JIETCTBE OTMEYAET OCTPhIE PecIIrpa-
TOpPHBIEe NHDEKITNN, 9KCCYAAaTUBHBIN quaTe3 Ha hoHe
KOPMJIEHUSA CMeCSIMHU, TpaBMa JIeBOI I'oJIeH! U J10a.
B 1993 r. ycTaHOBJIEH IMArHO3 PEBMATONUJHOI'0 apTPU-
Ta, cycTaBHasA hopMa, MeJIJIeHHO IIporpeccrupylolee
XPOHMYECKOe TeUueHNe, XPOHUYECKUM TOH3UJLINT.
C 15 j1eT, B CBA3U C IIEPBUYHOI aMeHopeel, IToJIyJyajia
rOpMOHAJIBHOE JIeueHre MUKPODOILIIMHOM, TI0CJIe Yero
HOSABUJINCH MEHCTPYyaJIonoJo0HbIe BblAeJIeHus, B 18
JIeT CAaMOCTOSATEIbHO IIPeKpaTuia TopMOHAILHOE JIe-
4YeHue. B 19 j1eT MoABUINCH U3SMEHEHHUA CO CTOPOHBI
TO3BOHOYHUKA, KN(POCKOJIM03, TUPPY3HBIN 0CTEOIIO-
P03, KOHTPAKTYPBI KPYIIHBIX cycTaBoB. ChopMHUPOBa-
Jach BTOPHUYHAA KapAHOMHOIIATHA, IPOJIalc
MHUTPAJIbHOIO KJ1amnaHa. B 2004 I. IIpon30111e]I SHepre-
TUYeCKHUU mepesioM 0epa, IIocJjie Yero pe3ko pa3Bu-
J1ach MbIIlIIeUHAas TUIIOTOHMS, OCTEO0II0P03, JUCJIOKA-
A C4-C5, ycunuanch 00JI1 B cycTaBax U IIOSIBUJINCH
orpaHNYeHNs ABIKeHUA B HUX. BoJIbHAA moTepsia
CIIOCOOHOCTh CaMOCTOATEJILHO mepeaBuratbesa. Co-
BMECTHO C OPTOIleIaMH-TPaBMAaTOJIOTaMHt ITPOBOISITCS
peabuINTAIIIOHHBIE MEPOIIPUSTHA, HalIpaBJIeHHbIE
Ha HOpMAaJIM3allfio 3HepreTYecKoro ooMeHa 1 ooMe-
Ha COeJMHUTEIbHOU TKaHU, KOTOPBIM XapaKTepuay-
eTcs IIopakKeHEeM ee MeXKyTOYHOI'O BelllecTBa. 3a11o-
o3peHo hopMupoBaHUe y 00JHHOM ¢ MO3anYHOM
dopmoii curapoma IllepenieBckoro-TepHepa BTOPHY-
HOI MUTOXOHIPUONATHN, HApYIIIEH!SI 00MeHa MeXY-
TOYHOTI'0 BeIlleCTBa COeIMHNUTEIbHOM TKaHU 110 TUILY
MYKOIIOJIFICaXapua03a.

IIpu axorpaduu opraHoB OPIOITIHOM ITOJIOCTH OTMe-
YeHbI IepeBacKyJIApHasa MHOUIbLTPAIUA B IIeUeHH,
U30bITOK COEIMHUTETbHOTKAHHBIX CTPYKTYD B IIePU-
opTaJIbHOM 00JIacTH, IPU3HAKY IIaHKpeaToIIaTUH,
KOCBeHHBIe IpU3HaKU AyoaeHuTa. IIouku — IByCTO-
poHHUM HehponTO3, AUCILJIACTUYECKHe U MeTa00JI1-
YecKue M3MeHeHHA, TOAPOKaInKo3. IIpu ruHeko-
rpadun: pe3ko BbIpaKeHHAs I'UIIOIIa3usa MaTKH,
OUCTeHeTHYeCKIe STIHUKMU.

IIpu penTreHorpaduu yepera v rpyJHOT0 OTAesia
TI03BOHOYHHKA: B I'PYHOM OT/eJIe OIpeaesisaeTcsa Ku-
¢ockonnos Th6-T7, B Th8-Th9 — yacTUYHBIN aHKUJIO3,

B cermeHTax C3-C7u Th6-Th10 ompenensdeTcs SBIeHIE
CIIOHJMJIOAPTPO3a B 0cTeoxXoHaApo3a. Ha doue aud-
¢y3HOro 0CTEOII0P03a OTMEYAEeTC 3aByaJInPOBaH-
HOCTB KPECTII0BO-TIOAB3JONIHBIX COUJIEHEHNI, KOCTH
Tal3a 6e3 0COOEHHOCTEM.

B KIMHIYEeCKOM aHaJIn3e MOYU — 0e3 IaTOoJIoTHYe-
CKHUX U3MEHEHHM, JIUIIb B OTAe/IbHBIX ITOPITHIAX YMe-
PeHHOe KOJIMYeCTBO OKCaJIaToB. B CKPpHHUHT-TecTax
MOYH U3MeHeHUI He BhIIBJICHO.

Knuuudeckuii aHaJii3 KPoOBU XapaKTepu3oBaJics
B JMHAMUKe aHeMuel ot 104 /71 10 116 /711 yCKOpeH-
Hoi COD ot 20 o 50 MM/ 1, ocTaJIbHbIe IIOKa3aTe I He
M3MeHeHBI.

B TCX MouM B JUHAMUKE BBICOKUM YPOBEHD IIPO-
nuHa — 52,36 Mr/cyT (Hopma 11,2-38,6), apHUTHH-
APTrUHUH-TUCTUANHY DU,

ITpu BeicOK0ah(heKTUBHOM KIIKOCTHOM XpOMaTO-
rpacdum orpeaensaeTcsa CHIDKeHIe YPOBHS TUCTUANHA
U TPeOHHHA, OCTaJIbHbIe aMHIHOKHCJIOTEI — B IIpeeiax
pedepeHTHBIX 3HAUEHUH.

BuoxumMmmdeckuil mpodusb B JUHAMUKE XapaKTe-
pur3o0BaJicsA MOBBIIIEHNEM YPOBHSA MIeJIOUHOM docda-
Tasbl oT 209,1 E/ 11 1o 240,7 E/11 (11pu HopMe 110 104 E/ 1),
IIOBBIIIIEHNEM XOJIeCTepHHA J0 66,58 MMoJIb/ 1, ACT
oT 41,4 510 60,2; CHI)KeHHEeM YPOBHA albOyMHHA J0
32,19.

HccrieqoBaHre CEPOMYKOUIOB B IMHAMUKE: CHAJIO-
BbIe KHCJIOTBI — 327-415-980 E1. (HopMa 10 200), TJINKO-
npotendbl — 0,74-0,79 (Hopma 0,25-0,45), KaJIbITAH —
2,3-3,0 MmoJIb/J1 (HOpMA 2,2-3,2), 1ies1ouHad hocaTa-
3a — 10,5-12,1-13,0 Ex. (HopMma 2-5), XoJieCTepUH
4,5 MMoJIb/ 1 (HOpMa 3,6—6,2), TUMoOJIOBas IIpoba
12,0 Ex. (Hopma 0-4), B-muniontpoens! 41 En. (Hopma
35-45); T7100yIuHbI ol —5,0% (Hopma 4-7), 02 — 13,5%
(HopMma 7-9), B —16,2% (Hopma 9-14), y—18,7% (Hopma
14-19).

CBepThIBaIOIIas cucTeMa — 0e3 NI3MEHEHN.

B uMmMyHOrpamMMe: B KJIETOYHOM 3B€HEe MMMYHU-
TeTa cHIDKeHre T-muM@OoIIUTOB ¢ COXpaHEeHNEM pe-
aKTOTeHHOCTH Ha UMMYHOTPOIIHbBIE IIpernapaThl. YBe-
JYeHne JIUM@AOIIUTOTOKCUYECKUX ayTOAHTUTEI Ha
¢oHe He3HAUNTEJILHOI'O CHIDKEHH I KOMIIJIEMeHTap-
HOI aKTHBHOCTHU, UTO CBHAETEeJILCTBYET 00 ayTo-
HUMMYHHOM KoMIIoHeHTe. OTMedaeTcs CeHCUOMIN3a-
11 K aHTUTeHy BUpyca repiieca. Pe3akoe HapyllleHre
COOTHOIIIEeHUSA NMMYHHOPEryJIATOPHBIX KJIeTOK, ITPH-
BeJiIee K aucbajiaHcy (3a cueT cHmkeHus CJ14 1 1mo-
BbIitieHuA C/8). IToBhIIlIeHIe UMMYHHOIJIOOYJIMHOB
A u G Ha done BbIcokoro COD (52 MM/ ) CBUIETEIb-
CTBYeT 00 aKTUBHOCTH BOCHAJIMTEILHOT'O ITPoIlecca.
HecMOTpPS Ha pe3koe CHI)KEHHE XeJIIIePHOro 3BeHa
UMMYHUTETAa, UMelolllee, CKopee BCero, KOMIIEH-
CaTOPHBII XapakTep, Ha hoHe ayTOMMMYHHOTI'0 IIPO-
mecca IMMYHOCTUMYJUpPYIONIasa Tepalnusd He
TIoKal3aHa.
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IIpu AMPT mieiiHOro u rpyJHOTO OTAeJia II03BO-
HOYHUKA CTPYKTYPHBIX N3MEHEHHH B KOCTAX He BbI-
sABneHo. ['py6asa kudoTmueckasa gedopMariusa Ocu Ha
YPOBHE BEPXHETr0 I'PYAHOI0 OTAea (BeposATHEE Bee-
ro, 3a cyeT HapyHIeHUN B CBSA30YHOM alIliapaTe)
C YMepeHHO BbIpa)KeHHBIMU TUIIOTPODIUEeCKITMU 13-
MeHEeHUSAMU B AMCKax, 0e3 TMCKOTeHHON KOMIIPECCUH
MM03BOHOYHOT'0 KaHaJIa. 3a cueT ycuaeHusd Krugosa oT-
MevaeTcs CHIDKEeHNe BbICOTHI TeJI [I03BOHKOB B IIEPe]I-
HUX 0TZes1ax. CIIMHHOM MO3T He II0Pa’keH, JINKBOPO-
TOK He HapyIlleH.

IIpoBeneHa MoJIeKyJIsIpHasA AUarHOCTHUKA B J1abopa-
TOPUU MOJIEKYJIAPHOU aHTpomnooruu ITeHcuabBaH-
ckoro yauBepcurera (Teomop IIypp, Cepreii XKazga-
HOB) C HCII0JIb30BaHNEM CEKBeHUPOBaHUs U IT/[PO-
a"Hanus3 MTJIHK, BbIgesIeHHOM 13 00pa3loB KPOBU
1 BoJsioc. OGHAPYXKeHbI ITOJIUMOP(DI3MEL 8697G/ A,
8860G B rere TPHK-mm3uH.

Ha ocHOBaHMU ITPOBeJEHHOT'0 00CJIe/I0BaHMA yCTa-
HOBJIEH auarto3: «MosanuHada opMa cuHIpPOMA
IllepemieBckoro-TepHepa B codeTaHuu ¢ Heaudde-
PeHIIMPOBAaHHOM (OPMOM MYKOIIOJIHcaxapuao3a
1 BTOPUYHONM MUTOXOHIpHOIIaTHel». HazHaueHHoe
JleueHMe BKJII0YAJI0 YHUKAIbHYIO XUPYPIrUUEeCcKyIo
KOPPEKIINIo, 61109HepreTUYECKYI0 Tepalluio, OpToIle-
JOUYecKylo peabunuTaiuio. PazpaboTana MHIUBUIY -
albHaA JUeTOoTepanusa, MaccaX, KHHe30Tepanus,
TI03BOJIMBILIE CTA0OMIN3NPOBATh KIMHUYECKYIO Ma-
HUbecTaIHIo.

VKazaHHOe HaOJIIoJeHe UJIIOCTPUPYET Hallle
MIPEIIOJIOKEHNS O TOM, UTO MO3auYHbIe DOPMBI XPO-
MOCOMHBIX 00JIe3Hel HecyT B cebe II0TeHIaJl MaHU-

JINTEPATYPA

decTanmy TOro UJIX NHOIO MeTa00JIMYecKOoro Hapy-
IIIeHN, KOTOPBIM 1 OIIpeiesisgeT JaJIbHelllee pa3Bu-
THe KJIMHNYEeCKUX IPHU3HAKOB. VIMeBIIIas MECTO TshKe-
J1as TpaBMa IIOCIY KA HHUIMUPYIONTAM (aKTOPOM
3aJI0’KEHHOT'0 HapyIIIeHU I 00MeHA BEIECTB, B IAHHOM
HaOJII0OJeHIN — ITIMKO3aMUHOTJINKAHOB. MUTOXOH-
JpHomIaTHd IMpucoeIuHNIach Ha (oHe TIXKeJIon
Je3opraHusanuy o0MeHa coeIMHUTEIbHOM TKaHH,
a HasHaueHHas 0MoaHepreTHyecKas Tepamnusa oKasa-
Jach 3¢pheKTUBHOM B KOMILJIEKCHOM CUMIITOMAaTH4Ye-
CKOM JIeUeHUMH.

BbiBOADbI

IIpy HAIMYMK y HAITMEeHTOB OpratoMerajiiuy, JIuIe-
BBIX JucMOpduUii ciaeayeT IIpoBeCcTH o0caeloBaHLe
JJ1S1 UICKJTIOUEeHH JIM30COMHOI 00J1e3HI HAKOIIJIEHH! .
Heo0xoaumo ucciieiloBaHre YPOBHA INIMKO3aMUHO-
TJINKaHOB U IIpoBeJeHne hepMeHTHOYTOUHAIONIeHn
1 MOJIEKYJIIPHOM JMArHOCTHKH JJ1 pa3paboTKM TaK-
TUKH KOPPEKIINYI MeTa00JIMUeCcKUX HapyIleHi 1 NH-
JUBUYaIN3alliy peabUINTaIlMOHHBIX Mep. O6Hapy-
JKeHHe KJIIMHNYecKoro nojJuMopdruaMa HapyIlleHnsa
o0MeHa IIMK03aMIHOIJIMKAaHOB I03B0JIgeT NHINBHI-
JyaJInu3upoBaTh TaKTUKY JIeUeHUA U peaOInTaun
HalreHToB, KoTopas JoJIKHa CTaTh 0053aTeIbHOM
JJ1 BCeX ITalleHTOB C MYKOIIOJIMCaXapuI03aMHU, XOTs
YacTO 1 HOCUT NaJIJIMATHUBHBIN XapakTep. Mcrnoyib3o-
BaHMe I10/IX0/I0B K HOpMAaJIM3aI[iY IJIaBHOI'0 SIIUTeHe-
TUYECKOI'0 MapKepa B KOMIIEKCHOM TepaIiny MyKo-
MOJIMCAaXapHUI030B 3aBOEBLIBAET MMO3UIUN, UYTO MbI
HageeMcs 00CYIUTD B CIIeAYIONINX ITy OJTUKAITUAX.
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FEHO- | PEHOTUNOBA XAPAKTEPUCTUKA TA NIAXOAU A0 KOMMJIEKCHOT PEABINITALIT
MYKOMNONICAXAPUAO03IB Y CXIAHIA YKPATHI

E.A. TPEYAHIHA, 10.6. TPEYAHIHA, E.B. BYTAEBA

XapkiscoKuli HauioHanbHUl medu4Hul yHisepcumem, YKpaiHa

XapkiscoKuli cneyianizosarull meduKko-2eHemuyHuli ueHmp, YkpaiHa

Y cTaTTi HaBeAEHO PAZ KAIHIYHMX NPUKNAAIB NOPYLWEHHA 0OMiHY MMiKO3aMiHOMIiKaHIB y AiTeil. AKLEHTYETbCA YBara, Lo 3a HasBHOCTI
Y MaLjeHTIB opraHoMeranii, IMUeBUX ANCMOPQil HEObXigHO MPOBECTM OOCTEKEHHS A1 BUK/IHOUYEHHS J1I30COMHOT XBOPOOM HaKOMUYEHHS.
BuAsneHHA KniHiYHOro nonimopdismy nopyleHHA O6MiHy rNiKO3aMiHOMiKaHIB [03BONAE IHAMBIAYaNi3yBaTU TaKTUKY AiKyBaHHA
i peabiniTaLi nawieHTIB, LLLO NOBMHHA CTaTU 060B'A3KOBOIO A4/1A YCiX NALEHTIB 3 MyKONONiCaxapuao3amu.

Knto4oBi csioBa: MyKkononicaxapuaos, MikosamiHoMiKaHK, NikyBaHHSA, peabinitauis.

GENO- AND PHENOTYPIC CHARACTERISTICS AND APPROACHES TO THE COMPLEX REHABILITATION
OF MUCOPOLYSACCHARIDOSIS IN THE EASTERN UKRAINE

E.YA. GRECHANINA, YU.B. GRECHANINA, E.V. BUGAEVA

Kharkiv National Medical University, Ukraine

Kharkiv Specialized Medical Genetics Center, Ukraine

In the article a number of clinical examples of glycosaminoglycans metabolism in children are presented. It is marked that due to the
presence of organomegaly and facial dysmorphia in patients it is necessary to conduct examination for elimination of lysosomal storage
diseases. Detection of clinical polymorphism of glycosaminoglycans metabolism allowed us to personalize the tactics of treatment and
rehabilitation of patients, which will be obligative for all patients with mucopolysaccharidosis.

Key words: mucopolysaccharidosis, glycosaminoglycans, treatment, rehabilitation.
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HOBOCTU

YyeHble nenonb3yoT baxTepuy st o6HApYKeHMs paka 1 guabera

B nepBoM HcciieqoBaHun, yueHbie 3 MaccadyceTckoro TexHogornueckoro uacruryra (MIT) u Kanudopuuiickoro yHu-
BepcuTeTa B CaH-/[1ero uciosib30Bajin 0e3BpeHbIN IITAMM KUIIEYHOH MaJIouKu 1o HazBanueM Huccie 1917. Baktepun
TIPOU3BOIWIIN JIIOMHAHECIIEHTHbIE CUTHAJIbI, KOTJ[a OHH CTAJIKMBAJIMCh C OIIyX0JIbI0, KOTOpasi 3aTeM ObLiIa 00Hapy KeHa C I10-
MOIIIbIO IIPOCTOT'0 aHA/IN3a MOYH. JKMBOTHBIM, KOTOPBIM OBLJIM JaHBI 3T 0AKTEPHH, He IT0Ka3aJIl KAaKUX-JIN00 BpeTHbIX
M000YHBIX 3()(heKTOB, TOBOPAT HCCIIeAOBATEIIN.

HccnenoBaTesu 3asiBUJIN, YTO OHU OBLJIM B COCTOSTHUM 00HAPYKHUTH OIyX0JIb IIeYeHH, pa3MePOM 0K0JIO OJJHOTO KyOHmUecKo-
0 MIJIJITAMeTpa. ITOT BUJI TMAaTHOCTUKH MOKeT ObITh HanboJiee 0JIe3HBIM JJIs1 MOHUTOPHHTA MAIlAEHTOB, II0CJIe YAAJIEHUA
TOJICTOM KUIIIKH, ITOCKOJILKY OHH HMEIOT O0JIBIITHI PUCK JIJI peluinBa.

Bo BTOpOM HcciIeI0BaHIH, MH)KeHEePhI HCII0JIb30BaIN OaKTepuH, 1o HasBaHueM E.coli ¢ mebio o0Hapy KeHus 010JI0Td-
YeCKHX CHTHAJIOB B MOUe, KOTOPbIe TeHEPUPYIOT BUAUMbIE IIBETOBbIe H3MeHeHUsI. Mcciie1oBaTeNIn IIPOIEMOHCTPUPOBATIA
CBOM TaK Ha3bIBaeMble bactosensors B 00pa3iiax MO4YM OT MAllHEHTOB C CAaXapHBLIM IHa0eTOM 1 00HAPYKHUJIH, UYTO OHH TOYHO
M HaJIe)KHO 00HAPYKHBAJIA AHOMAJIbHBIE YPOBHH I'JIIOKO3bI B MOYe.

Hcmoynui: med-expert.com.ua
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