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JIM3UHYPUUYECKASI HEHEPEHOCUMOCTD BEJKA: JMATHOCTHYECKHUM
JJABUPUHT - OT NEPBbBIX CUMIITOMOB 1O TEHETUYECKOI'O NIOATBEPX/JIEHUS
'Hncmumym noevluienusa Keanuukayuu u nepenoozonmoeKku Kaopoes 3opasooxpanenusn YO
«benopycckuit zocyoapcmeeHHblil MeOuyuHcKuil ynusepcumemy», Munck, Pecnyonuka benapyco;
2Y3 «Munckasn oonacmuas oemckasn Kaunuueckas oonvnuya», Munck, Pecnyonuxa benapyce

Jlusunypudeckass Henepenocumoctb Oenka (JIBH, OMIM: 222700) — peakoe ayTOCOMHO-
penieccuBHOE 3aboneBanue, oOycioBieHHoe MyTanusMu rena SLC7A7, NpUBOMSIIMMH K HapyIICHUIO
TpaHCIIOpTa KaTHMOHHBIX AMWHOKHUCIOT (JIM3MHA, apruHUHA, OpHUTHHA). KiunHMueckas KapTuHa
XapaKTepHU3yeTcsl HEMEepPeHOCHMMOCTBIO OOraTtoil  O€JKOM IUINM, BTOPHYHBIMH METa0O0INYECKUMHU
HapylmeHusIMH  (THIIEPaMMOHUEMHSI) H  MYJIBTHCUCTEMHBIMH TIPOSIBICHUSIMH  (T€MaToJOTHYeCKHE,
HEBPOJIOTHUECKUE, JIETOYHBIC, IOYEYHbIE, MMMYHHBIE). [E€TEpOreHHOCTh CHMITOMOB M PEIKOCTh
BCTPEYAEMOCTH 3a00JIeBaHMsI, HEJOCTATOYHAs OCBEAOMIICHHOCTb 00 opdaHHBIX 3a00JIeBaHMSX Bpadei-
CHEIMAITUCTOB YaCTO 3aTPYAHSIOT CBOEBPEMEHHYIO TUarHOCTHKY.

Heap wuccaenoBaHusi: NOpeaCTaBUTh KiauHuyeckui ciydail JIHB ¢ mosnHeil reHeTwdeckoit
BepudUKayeH, MpoaHaJIu3upoBaTh AMATHOCTHYECKHE TPYAHOCTH M JMHAMHKY Pa3BUTHS 3a00JICBaHHS.

Marepuajbl ¥ MeTOAbI HccjaegoBaHus. [IpoBeneH perpocnekTuBHbIM aHanu3 ciaydas JIHB y
MAlMeHTKH 17 JIeT ¢ OLEHKOH KIMHHYECKOH NTUHAMUKH, Ta0OpaTOPHBIX W MHCTPYMEHTAIBHBIX AHHBIX,
pe3yabTaTOB MOJTHOTO K30MHOIO CEKBEHUPOBAHMS.

Pesynbrarel. [leBouka poamnack ot Il GepemenHoctu, Il camocrosiTensHBIX pofoB B cpoke 40
Hezenb (cTapiias cectpa — 310poBa). Macca tena npu poxaenuu — 3 200 1, aymHa Tena — 51 ¢M, olleHKa
o mkane Anrap — 8/9 6amioB. PanHuii HeoHaTa bHBIN MEpUO MPOTeKaln 6e3 ocodenHocteil. Ha mepBom
Tolly XHM3HH POCJia M pa3BUBAJaCh COOTBETCTBEHHO BO3PACTY; B (PU3MYECKOM M HEPBHO-IICUXHUYECKOM
Pa3BUTHU HE OTCTaBaja OT CBEPCTHHUKOB; HAXOAMJIACh HA IPYJAHOM BCKapMJIMBAaHUU 710 1 roga 6 Mecsies.
C 2-MecsiyHOTO BO3pacTa Jio 7 JieT y peOeHKa OTMEUAIMCh YacThIe OCTPhIC pecrupaTopHbie HHpeKmu (10
8—10 pa3 B ron), ¢ 6 MecsILEeB — aHeMHUsI JICTKOW CTETEeHU, TEHICHIUS K JIeUKoTIeH!H, yckopennas COD. B
Bo3pacTe | roga § MecsIeB TMarHoCTUPOBAH 3aKPBITHIH KOCOW MEpENIOM CpelHeH TPeTH JIeBOi OeapeHHON
KOCTH CO CMEIIeHHeM (B 2 rojia Mpou3olle MOBTOPHBIN MepesioM — B TOM ke MecTe). B Bo3pacre 1 roma
10 MmecsaueB paeBouka oOciegoBaHa Ha OOJNAacTHOM YpOBHE, BepUpHUUMpOBaH auarHo3: BAMIIL:
JBYCTOPOHHUH My3bIPHO-MOYETOYHUKOBBIH pedumiokc 3 cremeHd. Bropuyuneiii muenonedpur, TaTeHTHOE
TeueHne. ['enarocrmenomeranysi. B OHOXMMHYECKOM aHajiu3e KPOBH OTMEUAIIOCh CTOMKOE MOBBILIICHUE
aKTHBHOCTH  JNaktaraerugporenassl (1 080-1 282 Egp/m). B cBi3u ¢ coxpaHsromeics
rernaTocIyiCHOMeraliueld U M3MEHEHUSIMU B 00IIeM aHaiin3e KpoBu (aHemus, yckopeHHas COD) neBouka
HEOJHOKPAaTHO OOCIIeIOBaHA B PECIyOIMKAHCKOM OHKOTEMAaTOJNIOTHUECKOM HEHTPE (JaHHBIX B MOJIB3Y
HaJU4YUs OHKOTe€MaToJIOTHYECKOM MaTonoruu He BbisBieHO). C 3-71eTHero Bo3pacra JAEeBOYKa OTKa3alach
OT ymoTpeOiieHHs B MUILy OENKOBBIX MPOAYKTOB XKMBOTHOTO MNPOMCXOXIeHHA. B Bospacte 4-x ner
peOeHOK BIEpBbIE KOHCYJIBTHPOBAH BPAauyOM-TEHETHKOM — HAcJEICTBEHHBIX Ae(PEeKTOB MeTabonM3Ma He
BbIsIBIICHO. B 4 roga 8 mecsineB y 1eBOYKH Ha (OHE MOTHOTO 3A0POBbsI MOSBUIIACH BSUIOCTh, COHIMBOCTB,
LIATKOCTh TIOXOJKH, HEMHTCHCHBHAs TOJIOBHas OONb, CHIDKCHHME ammeTuTa. B Xome oOcienoBaHusi B
CTallMOHAPHBIX  YCJIOBUSIX JAHHOE COCTOSIHME pPAacleHEeHO, KakK JSHUepaluTHYeCKass peaKius
HEYTOUHEHHOTO reHe3a. [1oJjo0HOe cocTosHME Y NIEBOYKH MOBTOPWIIOCH B Bo3pacTe 11 yeT 8 mecsues,
BBICTaBJICH AuarHo3: Heyrounennas penunusupyromas sHiuedasonarus. Haznaden npuem npeaHn3onoHa
B J03¢ | MI/KI/CYT. C MOCTENEeHHOH OTMEHOU B TeueHue 4-x mecsueB. Ha ¢one mpuema mpeaHn3onona
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JICBOUKY MEPUOANYECCKH CTall OECIIOKOUTH OO B MOSICHUYHO-KPECTLIOBOM OT/IENe TIO3BOHOUHHKA. [IpH
o0cIieoBaHuM, M0 JaHHBIM CTaHAAPTHOW PEHTreHOoTrpaduu MO3BOHOYHHKA, BBISBICHBI Ae(opMmannu el
TPYAHBIX W TIOSCHUYHBIX MO3BOHKOB 3a CYET CHID)KEHHUS BBICOTHI (IIPEMMYIIECTBEHHO — B MEPEIHUX U
CpelHuX OTnenax) ¢ GOPMUPOBAHMEM XapaKTepHOU («pbiObel») Gopmel. [Ipr MarHMUTHO-pE30HAHCHOM
WCCIIEJIOBAaHUU TPYAHOTO M TIOSCHUYHOTO OTAENIOB MO3BOHOYHUKA BBISBIEHBl MHOKECTBEHHbBIE
KOMIIDECCHOHHBIE TEPEJIOMBbl TPYAHBIX W TMOACHUYHBIX MO3BOHKOB. Ilpm JAByXsHEpreTndeckoi
PEHTIeHOBCKOH a0COpOIMOMETPUN YCTAHOBICHO CHW)KEHHE MHHEPAIbHOW TMJIOTHOCTH KOCTHOM TKaHU
(MIIKT) B mosicHUYHOM OTAEJie TO3BOHOYHMKA (Z-KpuTepuii: -4,7 SD) u Bo BceM TeJie, 32 HCKIIOYCHUEM
rosioBsl (Z-kputepuii: -2,8 SD). BrictaBnen nuarnos: Bropuunslii cucteMHslit octeonopos. [Ipu onenke
AHTPOIMIOMETPUYUECKUX TIOKa3aTelel BBISBICHA HU3KOPOCHOCTh (Z-score = -2,9 SD). B o0mem ananuze
KpPOBHU OTMeYallach MEePCUCTHPYIOIIas jeiikonenus (min — 3,2 x 10%/11), B OMOXMMHUYECKOM aHalN3e KPOBH
— MHTepMHTTHpYIoLIas runepdeppuruaemus (max — 1o 448 mkr/m), runeppocdaremus (max — 1o 2,25
MMOJIB/T) Ha (POHE HOPMAIbHBIX 3HAYCHUH OOLIETO KalbIMs, MapaTHPEOUJIHOTO TOPMOHA, aKTUBHOCTH
oOmieit menounoit pocdaraszer u ypoHs 25(OH)D. Coueranue 3THX OTKIOHCHHUN C PEIUIUBUPYIOLICH
sHIe(dasonaTueil HESICHOTO TeHe3a, HU3KOPOCIOCTHIO M OCTEONMOpPO30M YKa3blBajJO Ha BO3MOXKHYIO
TEHETHYECKYI0 NPHUPOAY MaToNOTHH. PEGEHOK MOBTOPHO MPOKOHCYJIBTUPOBAH BpPAauOM-TEHETHKOM. B
paMKax oOciefoBaHMs TPOBEICH CENICKTHBHBIM CKPUHUHI Ha HACJIEACTBEHHBIC 3a00ieBaHHs OOMEHa
BemiecTB. st HCKITIOYEeHUST O0JIe3Hel HAKOTUICHHsI MCCIIeJOBaHA aKTHBHOCTD JIN30COMHBIX ()EPMEHTOB B
JIEMKOLMTAX: 3HAYMMbIE OTKJIOHEHHUSI HE BBISIBJICHBI; HCKIIOUEHBI Oone3Hp [ore, 6one3np Pabdpu, anbda-
MaHHO3U/103, (pyKo3M103, MeTaxpoMarndeckas jelkoauctpodus. [lo pesympratam cyxoil mpoObl MOUH
HaCJICICTBEHHBIX HApyIICHU oOMeHa BEIeCTB Takke He oOHapyxeHo. [Ipu uccnenoBanun comep kaHust
AMHHOKHCIIOT ¥ AalWIKapHUTHHOB B 00pa3lax BBICYHICHHOW KpPOBM METOIOM TaHIEMHOH Macc-
cnekrpomerpun (TMC) BbLsBIeHBI HecienUPHUISCKHE W3MEHEHUS! TPOMUII aMUHOKUCIIOT: CHUYKEHHUE B
KPOBH KOHICHTPALlMM apTWHUHA W (eHWIAJaHWHA, MOBBIIICHHE — METHOHMHA U aleTHIKApHUTHHA;
OPHUTHMH — HAa HIDKHEW rpaHulle peepeHCHBIX 3HadeHWH. s yTOuHeHMs OuarHosza depe3 Mecsll
MpoBeIeHO MoBTOpHOE HccnenoBanue TMC, B Xoie KOTOPOTO JHAarHOCTUYECKH 3HAYMMBIX OTKJIOHEHUH
He oOHapyxeHo. OKoHuarenbHas Bepu(UKanus AMarHo3a cTaja BO3MOXHOM JHIIBb B Bo3zpacte 17 yet
Onaromapsi MPOBEJCHUIO MOJICKYIISIPHO-TEHETHUECKOTO uccienoBanus. [1o pesynpraram anannsa JaHHBIX
BBICOKOTIPOM3BOJIUTEIILHOTO CEKBEHUPOBAHUS (TIOJIHBIA HK30M) BBISBICHBI TETEPO3UTOTHBIE MHCCEHC-
myTtaiuu B rene SLC7A7: ¢.571A > G (p.Lys191Glu) — BeposTHO matoreHHbI Bapuant; ¢.692C > T
(p.Ala231Val) — BapuaHT HeolpeeICHHOW 3HAYMMOCTH. BrisiBieHrne qaHHbIX MyTanuid B rene SLC7A7 B
COYETAaHHMU C KIMHUYECKHM (DEHOTHIIOM IO3BOJIAJIO BIEPBBIC 32 BECh MEPUOA HAOIIOICHUS yCTAHOBUTD
nanuenty auarso3 JIHB. PerpocnexkTuBHBIM aHamn3 aHaMHe3a 3a00J1€BaHUS B KOHTEKCTE BBISBIEHHBIX
myTtanuii rera SLC7A7 1o3BoMsieT cBA3aTh paHHUE KIMHUYESCKHE MPOSBICHHS Y MAMeHTa ¢ PEeHOTUIIOM
JIHB. Y peBoukM ¢ paHHEro Bo3pacTa OTMeYajach MaHUQeCTalusl KIIOYEBBIX AUATHOCTHYECKHX
KpUTEpHEB 3a0oieBaHMs: HM30MpaTelbHBIH OTKa3 OT OENKOBOW MHUINM, TenaToCIUICHOMETanus,
TUIEpIIaKTaTAeTUJIPOTeHa3eMusl,  HHU3KODHepreTuueckue  mepesoMbel.  OTCyTCTBHE  XapaKTEpHBIX
HW3MEHEHUI B aMHHOKHCIIOTHOM CIIEKTPE KPOBH, BEPOSTHO, OOYCIOBICHO JUIUTENBHBIM, HEOCO3HAHHBIM
MAIMEHTOM, COOJIOCHUEM HHU3KOOEIKOBOM IHEThI, YTO HHUBEIMPOBATIO METabOIMUYECKUE HapyIIeHHs,
tunnynble A5 JIHB. JBa snu3ona sHuedanonaTny, MHTEPIPETUPOBAaHHbBIC paHee KaK «HEyTOYHECHHBIEY,
C BBICOKOHW BEPOSITHOCTBIO OBUIM CBSI3aHBI C TPAH3UTOPHOM THIlepaMMoHHeMuei. OQHAaKo OTCYyTCTBHUE
LIE€JICHANPaBICHHOTO UCCIIE0BAaHUs B OCTPOM IEPUOJIE YPOBHS aMMMaKa M KaTHOHHBIX aMMHOKHUCIIOT B
KpoBH (narorHoMoHnuYHble Mapkeps! JIHB) 3aTpyaauno cBoeBpeMeHHY0 TUarHOCTHKY.

BeiBoabl. OnucaHHBIA cilydail IEMOHCTPUPYET SPKHHA CHEKTp KiIMHW4YecKux mposieieHnit JIHB,
MOATBEPKAAsi TeTEPOreHHOCTh (EHOTHIIA MPHU 3TOM PEIKOM METa0OIMYeCKOM 3a00JeBaHHM, a TaKKe
MOAYEPKUBACT  KIIIOYEBYI0  POJNb  MOJICKYJISIPHO-TEHETHUECKOH  TUarHOCTHUKH  (IOJHOZK30MHOE
CCKBCHHPOBAaHHE) B CBOCBPEMEHHOM IOATBEpKICHMM auarHosza. [lpu paHHEeM ocTeomnopose,
peuuauBHpYyIOmIeH sHuedatonaTi M M30UpaTeNbHOM OTKa3ze OT OCNKOBOW MHUINM LesiecooOpa3sHo
Bkmouenne JIHB B muddepeHumansHplii 1uarHo3 W LeJIeHANPaBiICHHBIH MOHUTOPUHI aMMHaKa |
AMHHOKHCIIOTHOTO TPOQUIIS MPH OCTPBIX COCTOSHUSIX JJIsl BBISIBICHHS CKPBITOW THIICPAMMOHHEMHH.
Pannsist Bepuduranus auarnosa JIHB mo3BomsieT mpepBarh «anarnoctudeckyro Onmuccero», COKpaTHB
00bEM HElENeBBbIX HCCIEeN0BaHUH, EePCOHAIN3UPOBATE TEPANMIO U MPENOTBPATUTH MPOTPECCUPOBAHUE
OpTaHHBIX TOBPEXICHUH.
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