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BOJIE3Hb HUMAHHA-IIMKA U EE IATOMOP®OJIOT' U]

ApunoB Xycan OpudrkoHoBuu
CrygeHrt 4 Kypca
TalIKeHTCKOro rocyjapCTBeHHOT0 MeULIMHCKOTO YHUBEPCUTETa

AnHotaums: bonesnr Humanna-Tluka (BHIT) — penkoe HacnencTBeHHOe
3aboneBaHre W3 TPYIIIbI JIM30COMHBIX 00Jie3Hel HaKoruieHusi. XapaKTepu3yeTcs
HapyllleHueM MeTabo/M3Ma JIMIMK/IO0B, HAKOTIJIEHHEM B JTM30COMax M 9H/[0COMaxX K/IeTOK
chvHroMue/vHa, TUKOC(HUHTONUIUAOB W/WUIM XOJeCTeprHa, YTO NPUBOAUT K
Pa3BUTHUIO MYJIbTUCHCTEMHOM MaTOJIOTHU: TIOPa)KEHUIO TeUeHH, Ceyie3éHKH, JIETKUX,
KOCTHOTO MO3ra W LeHTpaJbHOW HepBHOW cucTteMbl. [laTomopdonoruyeckue
M3MeHeHus1 Nipy 60/ie3HU BBIPA)KAIOTCS B MAaKPO- U MHUKPOCKOIIMYEeCKUX HapyIIeHUsIX
CTPYKTYpbl OPraHOB U TKaHel-MUIlIeHel, UMEIOL[UX 3HaueHue [Jis AUarHOCTHKH,
TPOrHO3a U Tepanuu. B cTaTbe pacCMOTpeHbl 3THOJIOrMYecKasi U maToreHeTHyecKast
ocHOBBI 6Gone3nn HumanHa-[Ivka, mMopdosiorrnyeckue TIPOSIBJIEHUS] Pa3HBIX THUIIOB
3aboseBaHus1, 0COOEHHOCTU AUHAMUKY U3MeHeHUI TKaHel y fleTell, a Takke 3HaueHre
MOp(}OIOTUU J/1s IPAaKTUUYeCKOW NTaTaHaTOMUMU.

KnwueBble c1oBa: 6Oosiesns HumanHa-ITuka; m3ocomHass — 6o/ie3Hb
HaKOIUIEHUS; C(UHIOMHUE/IMH; XOJeCTepyuH; MaTOMOP(OJIOrus; TreHeThYecKas
MyTallysl; reraToCIyieHOMerasivsi; HeMpoBucCLiepaabHas popma.

BBepenne: bosesns HumanHa-Iluka (manee — BHII) — rpynma
Hac/leICTBeHHbIX 3a00/1eBaHUII00YC/I0B/IeHHBIX HapylleHueM MeTabosv3Ma JUIuz0B
Y HaKOIJIeHWeM UX B K/leTKaxX-MUILIeHAX. Y UMTbIBasl Hac/le[ICTBEeHHbIN XapakTep (valle
BCEro ayTOCOMHO-PeLeCCHBHBIN) U paHHee Hayaso y ZeTel, maroMopdoaoruueckoe
V3yuyeHue [aHHOM IaTOoJIOTMM HeCET Ba)KHYIO DOJIb: OHO TIO3BOJISIET IPOC/IeSUTh
5BOJIIOLIMI0 MOP(OJIOTUYECKUX U3MEHEHW OT PaHHero OpPraHHOrO TMOBPEeXAEHHUs [0
TSDKE/IBIX JlereHepaTuBHbIX cTaguil. [laTromopdosiorys BBICTYIIaeT MOCTOM MEXIY
reHeTUYeCKUM Jle(eKTOM U KIMHUUeCKWM TIpOsIBIEeHUEM — OHa T03BOJISIeT
BH3ya/Iu3MPOBaTh, KaKuM 06pa3omM MyTaius reHoB (Hanpumep, SMPD1, NPC1, NPC2)
peanM3yeTcsi Ha ypOBHe TKaHell v opraHoB. OCHOBHas Lieflb JaHHOM paboThl —
OMucaTh STHUOJOTMYECKMe W TaToreHetnueckre ocHoBbl BHII, paccmortpers eé
naTomMop(do0ruyecKyre MposiB/IeHus, a TakKXKe IPoaHa M3UupoOBaTh 3HaYEHUE JUHAMUKU
MOP(OJIOTUUECKUX U3MEHEHUN Y JIeTeu.

ITHUOJIOTHMS U NaTOreHe3

BHII BK/ItOUaeT HECKO/ILKO THIIOB: K/laccuuecku TN A u B, oOycioBieHHbIe
MyTalusiMu B reHe SMPD1 (medbuuur kuciaoi cuHroMuennHasbl) — UTO BeJET K
HaKOI/IeHUIO0 COUHTOMUeTUHA.
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Tun C (u pexe D) Bbi3biBaeTcsd MyTauusimMy B reHax NPC1 wiu NPC2, uto
HapyllaeT BHYTPUK/IETOYHBbIM TPAHCIIOPT XOJeCTepUHAa W JpPYTUX JIWIHUAOB, C
HaKOIJIeHWeM He3TepU(PULMPOBAHHOTO XOJIeCTepHHa, TJIMKOC(HUHTOMUMNUAOB U
MPOYMX JIUTIAJOB B 3H/I0/TU30COMaAX.

Knmunrnyeckure ¢opmbl 00J1e3HM pa3dvalOTCs 10 BO3pacty Jebrora, Temrmy
TIPOTPeCcCHpOBaHUs U TIpeob1aIatoIM OPTaHHBIM TIPOSIBIEHHUSIM.

[TaTromopdonornyeckd HaKOIJIEHHE JIUMHA/O0B BeJET K PaCIIMPEeHU0 JTM30COM,
(OpPMHUPOBaHHUIO «ITy3bIPDbKOB» WM «BaKyOJI» B LUTOIJIa3Me MakKpoQaros, renaTo- 1
CrUIeHOUMTOB,  KyndepoBbIX  KJI€TOK, [VIMA/JbHBIX  KJ/IETOK, HapyLIeHUsIM
ApPXUTEKTOHWKU TKaHel, TUIoriasuu, aTpoduu, BOCHaauTenbHbIM U (HHOPO3HBIM
u3MeHeHusiM. Haripumep, nipu Ttune A Habmrofaetcs Tspkénoe mnopakeHue LTHC c
PaHHUM HauajioM U ObICTPBIM TeueHHeM, UTO MOATBePKAeHO JaHHBIMU Ha MBIIIIUHOMN
MO/Ie/IU: HapylleHrue MUeTMHU3aLu1, U3MEHEHHbBIA Ka/lbLMeBbld FOMEeO0CTas, a TakxKe
HakorjieHue C(GUHrO/MMIU0B B HelpoHax U rauu. Ilpu Ttune C HakoruieHue
X0JleCTepUHa UM TJIMKOCUHTO/IMIIUIOB B HEPBHOM  TKaHU  BeAET K
HeHWpOJereHepaTUBHbBIM U3MEHEeHUsIM (aTakvs, BepPTUKa/JbHasi CylpaHyK/eapHas
r/1a30/BUraTesibHasl Iapaaud, JeMeHLUs), a TakkKe K BHCLIepaJbHOW MaTOJIOTUU
(remato- U CryIeHOMerasaus).

Ilatomopgoiorusi: Makpo- M MHKPOCKONMYECKHe  HU3MeHeHUusl
MakpockonuuecKue U3MeHeHusl.

OpraHbI-MUILIEHU — TIeYeHb, Cele3éHKa, JIErKrMe, KOCTHBIA MO3T, LieHTpalbHast
HepBHasi cuctema (LUHC). Ilpu rucrtosornueckoM MCCieOBaHMA YacTO OTMEeYaroT
renaToCIJIEHOMErajvio: TeYeHb YyBe/lMYeHa, IJIOTHOCTb W3MEHeHa, CeJie3éHKa
yBe/rueHa, uHorza ¢ ¢pubpo3om. B 0630pe nopakeHuii neueHu npu jJeduiyuTe KUCI0M
chuHroMuenvMHa3bl aBTOP OTMeYaeT T[OBbIIEHHWE YPOBHA C(UHIOMUE/IMHA,
dbochommnuIoB U XoJecTepuHa, a TakKKe MPEeUMYIeCTBEHHOe TMepUIiopTajbHOoe U
nepuLie/TIo/IsipHOe (prOpo3rpoBaHUe BOKPYT TOPa)KEHHBIX K/IeTOK-Makpodaros. B
NETKNX MoXKeT ObITb Auddy3HOe yBenmuueHWe albBeOSPHBIX MaKpodaros,
MHTePCTULIMa/IbHBIN (UOpO3, Hamuure IUMUIHBIX BK/IOUeHU. B KoCcTHOM Mo3re —
vHbUIbTpalus Makpodaros, uHorAa BUgHbl «foamy cells». ITpu IIHC — atpodusi
Mo3ra, yMeHbllleHMe OOBEMOB KOpPbI U TIOAKODKH, pacllUpeHue JIMKBOPHBIX
MIPOCTPAHCTB, a Y AieTeld — HapyllleHre MUTpalii HeMPOHOB, TUIOIIa3Usl OT/e/IbHBIX
CTPYKTYD.

MukpockonuyecKkue u3MeHeHHsl.

Ha rucrosmornyeckoM ypoBHe OOHapy>KUBaeTCs HaKOIUIeHWe JIMIKZOB B
JIM30COMax: B [IUTOI/Ia3Me KJIeTOK TOSIB/SIFOTCS BaKyOJ/IH, cofepxkalue chepruyeckre
WIA KPUCTa/I/TMYeCKUe BK/IIOUeHUs1 cuHroMmuenvHa unu xosecteputa (tumn C). Ilpu
tune A-B-C HabmozaroTcs n3MeHEéHHbIe Makpodaru U riauanbHble kieTku. B [THC —
TUIIOMUE/MHN3ALYS, pa3pe)keHre BOJIOKOH, PeakTHBHasl IJIM03, aronTo3 HEeWpPOHOB.
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Harmpumep, wucciefoBaHvss Ha  MbIIAX-MoJensix € JeULUTOM  KUCJIOU
chyHroMuenvHasbl  TMPOJIEMOHCTPUPOBAIM, UTO HAaKOIIeHHWe C(UHIOJ/UITN/IOB
HapyIllaeT MOSPU3aliii0 HeHPOHOB, TIACTUKY CUHATICOB M BBIPAOOTKY MuenvHa. B
nedyeHn — rmpeoOnagaroT  Makpodarel (KymdepoBel KIeTKH) C  «II€HHOW»
L[UTOTJIa3MOM, pacIIUpeHHbIe JIM30COMbI, BOKPYTI — BacKYyJisspHasi TipoJivdeparius,
¢b1bpo3. B cene3éHke — pacIMpeHue IMyJbIibl, MakpodaraabHasi UHQUILTpALUS U
V3MEHEeHUs CTPYKTYPhI M3-3a HAKOIJIEHUsI TUNUAO0B. B NErKuX — WHTepCTULIMaIbHAas
ITHEBMOHMSI, MaKpodaraabHbIe «ITy3bIpu», Grbpo3.

Oco0eHHOCTH AMHAMHMKH MaTOMOP(]O/IOruUYecKUx N3MeHeHUH y jeTeit

Y neteit maromopdosiornyeckasi AMHaMKKa 3aBUCUT OT TuTia 60sie3HU, BO3pacTa
nebroTa, CKOPOCTU HAKOTJIeHHsI JIMTTU/IOB U BOBJIeUeHUsI OpraHoB-MullieHel. B paHHem
BO3pacTHOM Tepuo/ie (MHbaHTWIbHas popMa) M3MeHeHHsI MOTYT ObITh BbIpaXkKeHbl yKe
Ha CTa[lud Pa3BUTHs OPraHOB: TUIIONIAa3us, 3aJep>KKa (POpMHPOBaHUS, HAKOI/IeHHEe
MUMWIOB U HapYyIIeHUsl apXUTeKTyphl. [lpu Tume A, AebHOTUpYIOIIEeM y TPYAHBIX
neteit, mopaxkeHuss [ITHC u opraHoB ObICTpO MpOrpeccUpyroT, ¥ Mopdosiornueckas
TSDKeCTh BO3pacTaeT C KaKIbIM MecsitieM >kusHu. [Ipu tumne C, c Gosiee mo3gHUAM
HauasioMm, MopdoJsioruueckrie W3MeHeHUs] Pa3BUBAIOTCS Me/jieHHee: peOEHOK MOXKeT
JO>KATB 10 JeTCKOT0 WM MOJPOCTKOBOr0 Bo3pacTa. VccieoBaHus MOKAa3bIBAkOT, UYTO
nipu trrne C y JieTell 4yaCTO OTMeUaeTCs TenaToCI/IeHOMerasus U IJITebHast XKelTyxa
KaK paHHMEe TIpU3HakKu (HampuMmep, y HOBOPOXAEHHBIX) TMepes pa3BUTHEM
HeBpoJiornueckux HapyieHui. MDPI Uem mo3)ke BbisIB/ieHHEe U BMellIaTe/IbCTBO, TEM
riiybyke BbIpakeHbl ()HOpO3HBIe U aTpoduueckre U3MeHeHUs] — 3TO TMOAUEPKUBAeT
Ba)KHOCTb PaHHEW JUarHOCTUKMU.

Kpome TOro, AvHamMMKa 3aBUCUT OT CTelleHU HAKOIUIeHUs JIUIWI0B U
KOMTIeHCALUU: UeM [10Jibliie 3abosieBaHMe JefcTByeT, TeM Oosbiiie ¢hrubpo3sa, aTpodun,
ynazaka ¢GyHKLIHAW opraHa. JTO MOATBEP)KJaeTCsl JaHHBIMHU O MeUEHOUHBIX U3MEHEeHUSIX
C TIePUITOPTaTBLHBIM (PHOPO30M BOKPYT MOPaKEHHBIX MaKpodaroB y 60/bHbIX ¢ ASMD
(acid sphingomyelinase deficiency) — tun A/B. rusmedreview.com Takasi AuHaMUKa
MO3BOJISIET TATOJIOTy OXKMJAATh Ha MO3JHUX CTaJUAX COUeTaHWs MakpodaraabHOMI
uHUIbTpaLuK, Gubpo3a U opraHHON HeAOCTaTOUHOCTH. Y eTel-ToApOCTKOB TUT C
yacTo HabM0aeTcss BbIpa)KeHHasi aTpousi Mo3ra, JeMeHIUs, CIaCTUYHOCTb,
JVMCTOHUS, YTO KOppenupyeT C JAUTeNbHbIM TeueHHWeM W MOpP(OJIOruuecKou
Jlerpajialiuen.

JluarHocTuyeckoe 3HaYeHHe IAaToMop(o/I0run

[Taromopdonoruueckue n3meHeHuss npu BHIT uMeroT BakHOe TpaKTUUecKoe
3HaueHWe: OHU TIOMOTAIOT YTOYHSTH AUArHO3, 0COOEHHO B PeAKUX WM aTUIMUHBIX
C/lydasix, Korjia KJuHUKa He crietjuduuHa. [Ipy Guoricuy meueHUW WK Cejie3éHKU
oOHapy)XeHre Makpo(daroB C JUMUAHBIMU BKIIOUeHUsMU, (ubpo3a U TUIMUUHBIX
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M3MeHeHU! MOJKeT TpUB/ieub BHMMaHUe K Hac/e[CTBEHHOM JIM30COMHOM 00Jie3HH.
Haripumep, 1ipu peGéHKe C AJTUTe/TbHOM »Ke/ITYXO0M U reraToCIyIeHOMeraniel OHorcust
MeyeHu C «IeHUCTOM» IuToriasmo KyridepoBbIX KeToK M MakpodaroB crana
KouoM K auarHoctuke turna C. PubMed B IIHC mnpu naTosioroaHaTOMUUeCKOM
WCC/IeJOBaHUU yMepIIux neTted Wi B3pocibix ¢ BHII-C HaxogsiT xapakTepHble
V3MEHEeHUS], UTO MOJATBEP)K/AaeT KIMHUYECKUE TaHHbIe U TIOMOTaeT OLIeHUTh TSDKeCThb
TOpa’KeHUsl.

Kpowme Toro, maHHbIe MOP(OIOTUM ar0T WHGOPMALIHIO O CTaAUH 3a00/1eBaHUS:
npeoOnasaHve  MakpodaranbHOM — UHGUABTpAUMU W JIMIW/-HaKOTLIeHUs
CBU/IeTe/IbCTBYEeT O paHHeM CTaJluM, TOr/ja KaK BbIpa)KeHHbIN aTpodruecKui Mpolriecc,
¢bubpo3, 171103 — 0 Mo3Hel. ITO BaXKHO ZJIs MPOTHO3a U TIaHWPOBaHus JiedeHust. C
NOsIBJ/IeHWEeM 3aMeCTHUTe/IbHOW Tepanuu (HampuMmep, nipy ASMD) uau /1eKapcTs,
CHWKarLMX cybcTtpaT, Mopdosioruueckoe UCC/iefloBaHHe MOXKeT OL|eHUBaTh
3¢b(PeKTUBHOCTh — CHWKeHHWe MakpodaraibHOWM WHGUAbTPAldd, YyMeHbllIeHUe
¢b1bpo3a TOBOPUT O TOJIOKUTETHFHON AuHaMKKe. doaj.org

3ak/iroueHue
bonesnr Humanna-IInka — TsDKEMOe Hac/IeqCTBeHHOe 3a0o/ieBaHMe C IITMPOKOM
deHoTUMMUECKOW U Mopdoaoruueckoil BapuabenbHOCTBIO. [TaToMopdosorus 3Toi
MaTOJIOTUM pPacKpbiBaeT, KakK TeHeTuueCcKuil [edeKkT TPUBOAUT K HaAKOIJIEHUIO
JIUTTUZIOB, HapYIIIeHUIO K/IeTOUHOM U TKaHeBOUM CTPYKTYPbl U B KOHEUHOM HUTOTe — K
OpraHHOMY TIOBPEXX/IeHHIO0 U (PYHKI[MOHA/IbHON HeZIOCTaTOYHOCTH. Y JleTeld IMHAMUKA
MOpP(OJIOTUUECKUX W3MEHEHWH 3aBUCUT OT THIa 00Jie3HH, CKOPOCTH HaKOTIIeHUS
JIMTTUZIOB Y Hauasa Tepanuu. PaHHss uarHOCTHKA M BMEIIaTe/IbCTBO MOTYT 3aMe/I/TUTh
Mopdosoruueckoe IporpecCMpoBaHUe: YMeHbIINTh WH(MUIbTPAl[MI0 MakKpoQaros,
¢ubpo3 u opraHHyio atpodwuito. IlaTomopdonornueckoe ucciefAOBaHHE OCTAETCS
Ba)KHBIM KOMITOHEHTOM KOMILJIEKCHOM AAMAarHOCTUKU U MOHUTOPHHIa HaC/ie[JCTBEHHbIX
NMU30COMHBIX 3abosieBaHM. 3HaHWE XapaKTePHbIX MaKpO- M MHKPOCKOITAYeCKUX
V3MeHeHWM M03BoJisseT KJIWHULMCTaM M MaTaHaTOMaM COTPYAHWYaTh W TOBbIIATh
3¢ deKTUBHOCTE BeZieHus 001bHbIX ¢ BHII.
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