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00630p moceseH cunapomy XamaderncoHa-I'undopaa (AeTCKoN IpoOrepun), ero MaToreHesy,
Pa3IMYHBIM KIMHUYCCKUM TPOSBICHUSM. B pesynbrare wiccnenoBaHus ObLIM HaiiieHbl HamboJee
3¢ deKTUBHBIC METOJBI JHArHOCTUKH JIETCKOM TIPOTepUH, a TaKKEe METOAbl ©€ JICUeHUs U
MIEPIICKTUBBI B U3YYCHUHU JAHHOTO 3a00JICBaHUS.

Knrwouesvie cnoea: 3ab6oneBanue, 1T, CHHAPOM, HACIECICTBEHHOCTb

Drachuk E.Y., Mardanova D.R.
HUTCHINSON-GILFORD PROGERIA SYNDROME (PROGERIA)
Bashkir State Medical University, Ufa

The review is dedicated to Hutchinson-Gilford syndrome (pediatric progeria), its
pathogenesis, and various clinical manifestations. As a result of the research, the most effective
methods of diagnosing pediatric progeria were found, as well as methods of its treatment and
perspectives in the study of this disease.
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CrapeHue xapakTepHU3yeTCs MOCTOSHHBIM YXyALIEHHEM (U3HUYECKUX U (PU3HOJOTrHYECKUX
(GYHKIMM, YTO NPUBOJUT K CHIDKEHHIO (PYHKIHMOHAIBHBIX BO3MOXHOCTEH U TOBBIIICHHIO
ySI3BUMOCTH K Oosie3HsIM U cMepTu. Ha kieTouyHoM ypoBHE ObLTH UICHTU(HUIIMPOBAHBI PA3IUYHbIE
MIPU3HAKU CTapeHus: reHOMHast HECTaOUIBHOCTD, UCTOULICHHE
TeJI0OMep, SMUTCHETUYECKUE HapyIIEHUS, MoTepsi MpPOTe0CcTasa, KJIeTOYHOe CTapeHue,
MUTOXOHJApPHAIbHAA AUCPYHKLHUSA, JIEpEryIMpOBaHHOE BOCHPUITHE MUTATENbHBIX BEIIECTB,
HCTOIIEHUE CTBOJIOBBIX KJIETOK M HM3MEHEHHE MEXKKJIETOYHOW KOMMYyHHUKaluu. M3ydeHue 3Tux
MEXaHHU3MOB TIOMOTJIO TMOHATH MPOLIECC CTapeHuss U pa3paboTaTh METOIbl JICUEHHUS, KOTOpHIE
MOTEHIIMAIFHO MOTYT IMOBIUSATH Ha CTapeHHe. AJIbTEpHATHUBHOM cTparerueil ajis MOHUMaHUs
CTapeHusi 4eJoBeKa SBIIECTCA H3y4eHHE MPOTePOUIHbIX CHHIPOMOB (cuuapoMm KokkeiiHa u
cuapom Kennena-JItoOMHCKOT0), Tpymnmbl OYEHb PEAKHX 3a00JIEBaHUN, XapaKTEPU3YIOIIUXCS
YCKOPEHHBIM CTapEHHEM U HaJM4heM KIMHUYECKHX OCOOCHHOCTEH, HAIOMUHAIONINX HOpMalabHOE
crapenue [5]. HaubGonee spko mpHU3HAKK MPEKICBPEMEHHOTO CTapeHUs MPOSBISIOTCS pU
Mporepuu, WIW CHHApoMe XaTuuHcoHa - [undopma - penkom 3a00J€BaHUM U3  TPYIIIBI
JAMUHOTIATUH, XapaKTEePU3YIOIIUMCS MPEkKACBPEMEHHBIM CTAPEHUEM C MOPAKEHUEM KOXKH, KOCTEH
U CEpAEYHO-COCYAMCTOM cucTeMbl. Ero Has3BaHME NPOMCXOJUT OT I'PEYECKOr0 Pro — paHbLIE,
gerontos — crapen. B ocHOBe maroreHesa JiexaT NaTOreHHble BapuaHThl B TreHe LMNA,
NPUBOASAIIME K aHOMalIMU MOP(OJIOTHH siAepHON MeMOpaHbl, HApYIIEHUIO SKCIPECCUU TI'EHOB,
M3MEHEHHMIO CTPYKTYpbl XpOMaTHHA, AUCOYHKLUUU MUTOXOHApHH, nedekram pemapauuu JJHK u
aJIbTEPHATHUBHOTO CIUIAHCHHTa, YCKOPEHHMIO YKOpOUeHHUs Tenomep. BrepBrie 00 31Ol Gose3HH
y3Hau eme B 90-e roapl, oriacky KoTopod mnpupan JkoHataH XaTUMHCOH — HW3BECTHBIN

6pHTaHCKHﬁ Bpau. OH ommcan cnyqaﬁ OpEKACBPEMCHHOI'0 CTAapCHUA Yy MCCTUIICTHECTO MaJIbYHKa,
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KOTOpOE€ TPOSIBIUIOCH B BHJIE arpoduu koxu u e€ mpuaatkoB. [lozxke ero cooreyecTBEHHHUK
I"actunre I'mindopa BBEN TepMuH «tporepusi» [6].

ITHOJIOTUS

B npouecce crapenus, Oyp TO €CTECTBEHHOE WM YCKOPEHHOE, ITPOUCXOISIT U3MEHEHUS Ha
KJIETOYHOM YypOBHE, BKJIOYas crenuduueckue tpanchopmamuu sapa. OIHUM M3 KIFOUEBBIX
AJIEMEHTOB 3TUX HM3MEHEHUM SBISETCsS siAaepHas MeMOpaHa, cocTosiias U3 JIAMUHOB, KOTOpPbIE
00eCIeYnBaIOT CTPYKTYPHYIO IIEIOCTHOCTD sIpa U CTa0MIBHOCTh TeHoMa [1]. Tlporepusi BeI3BaHA
CIIOPAIMYECKON ayTOCOMHO-JIOMHUHAHTHOW Mytarueir B reHe LMNA, KOTOpBIid OCyIIecTBIsET
CUHTe3 Oenka JlaMHHa A, SBISIONIErOcs OCHOBOM KieToyHoro sjapa. OH  crmocoOCTByeT
HECTaOMJIHLHOCTH sIJIep, IPUBOJIS K YCKOPEHHUIO TPOIEcca CTapeHHs U pa3BUTHUIO nporepuu [13].

ITaTorenes

SAnepHas mMemOpaHa COCTOWT W3 JIBYX CJIO€B OWJIMIIHUIOB: BHYTpEHHEro W BHemrHero. K
BHYTPEHHEMY CIJIOI0 IIpUJIEraeT siiepHas IJIacTUHKA, cHOpMUpOBAaHHAs M3 JaMUHOB THHa A u B.
3nech dapHe3us M00aBisieTcs K O€NKy JaMUHY, KOTOPBIM IOMOTAaeT €My JOCTHYb SIEPHOU
IUTACTUHKH, Janee (apHe3usn cpesaercs, MO3BOJISS JaMHHY BCTPOUTCS B SJIEPHYIO IUIACTUHKY,
mocje 4ero oOpasyercs IMpouHas siaepHas oOojiouka 6e3 aHomaymmii [1]. B kierke mporepuu c
JlamuH A, TpOIYKT albTepHATUBHOTrO cruiaiicuara reHa LMNA, pacnosaraercss Ommxe K
BHYTPEHHEIl TOBEPXHOCTH M 3Kcmpeccupyercs B auddepeHIHpoBaHHBIX KiIeTKax. MyTtarus
CO3/1a€T aJbTEPHATUBHBIN CAUT CIJIAWCHHIA, KOTOPBIA MPUBOAUT K MPOU3BOJACTBY YKOPOUEHHOM
BepcuM Oelika, U3BECTHOIO KakK MpPOTepUH. B oTiiMumMe OoT mojgHOpa3MepHOro Oenka, MPOrepuH He
UHTErpUpyeTcsl AODKHBIM 00pa3oM B SIACPHYIO IUIACTUHKY, YTO paspyllaeT siAepHBbIA Kapkac U
BBI3BIBAET MHOXKECTBO Mpo0biem. M3-3a oTcyrcTBUs Koa (papHE3UT HE MOXKET ObITh yajeH U3 CIos
1 0eJoK HAaYMHAET HAKAIUIMBAThCS B AACPHON 000JI0YKE, YTO MPUBOJUT K TOMY, UTO caMma sJiepHas
000J104Ka 00pa3yeT SIMOYKHU U COOTBETCTBEHHO CTAHOBUTCS HECTaOMIBHOM [7].

Kinunnyeckasi KapTuHA

[TarueHTsl ¢ mporepueil — 3TO NI€TH, BHEIIHE 3J0POBHIE NMPHU POXKICHUH, Y KOTOPHIX B
TedeHre |—2 JeT MOSABIAIOTCA MPU3HAKH MPOTPECCHUPYIONIEr0 MPEeXIAEBPEMEHHOTO CTapeHusl.
[lepBriii mpu3HaK 3a00J€BaHMs — 3TO JEPMATOJIOTUYECKUE M3MEHEHHs, KOTOPhIE OTMEYAroTCs Ha
KOXX€ M BCerJa MNpOSBISIIOTCA Kak TMepBble MPU3HAKKA TMpoTrepuu. Y JIeTeld pas3iinyaroT
00ecCIBEeYCHHBIE U CTSHYTHIE yYacCTKH, KOTOPbIE YaCTUYHO OTPAHUYMBAIOT JIBKEHHS, TOUCUHYIO
MUTMEHTAIINI0, KO’Ka Ha HEKOTOPHIX KOHEYHOCTSAX OIpeaesseTcss Kak Msrkas W Bbllykias. B
TEUEHUE U3HHM BOJIOCHI BBINAJAIOT, IPUYEM IMPOUCXOAUT 3TO C MEPBBIX T'OJOB; IMOCIE 3TOTO0 Ha
KOJK€ TOJIOBBl OCTAIOTCSl JIMIIb MSTKWE, IMYIIMCTbIE, PEIKHE WU HE3pEJble BOJIOCHI, PECHUIIBI

MPAKTUYECKU OTCYTCTBYIOT, TaK k€ Kak U OpoBHBIE BoJiockH [10].
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OtcyrcTBUe mpuOaBKM Macchl Tela y JeTei ¢ mporepueil HabmogaeTcst B BO3pacTe OT
HECKOJIbKMX MECSIEB NPUMEPHO 10 JBYX JieT. Bce 3TO NpHUBOAUT K CEPbE3HON 3aJepiKKe
(U3NYECKOTO pa3BUTHS, O YEeM CBHJCTEIBCTBYET Pa3BUTHE T'€HEPATM30BAHHOW JHUNOATPOPHUH C
SIBHBIM HMCTOIIIEHHEM KOHEYHOCTEH, MepUuOpaibHbIM 1IMAaHO3 M BbIpa)KEHHAsl MOJKOXKHAs BEHO3HAs
CEeThb Ha roJioBe, 11ee U TyaoBuule. CpeaHuil pocT AeTell ¢ mporepuell CocTaBisieT MPUMEPHO JI0 1
MeTpa, CpedHss macca ena He mpeBbimaer 15 kr. Jeduuur maccel Tenma Gosee BBIpaXKEH, 4eM
neuuuT pocra, M, TaK KaKk OH CBsI3aH C MOTEpeil MOAKOKHOTO JKUPA, TO MPUBOIUT K UCTOLICHUIO
[3].

CrnenyromuM HpU3HAKOM SIBIISIOTCSA TJ1a3Hble aHOMaluu. Bokpyr rma3 HemocTaToyHOE
KOJIMYECTBO MOAKOKHOTO JKMpPa, OTYETO KO’Ka B 3TOM 00sacTu cTsHyTas. bojabHbIEe AeTH 3a4acTyro
CTpaJaroT JAaJbHO30PKOCThIO. BenencTBue HOUHOTO JaroraibMa U SKCIIO3UIIMOHHON KepaTonaTuu
BO3HHUKAIOT CUMITOMBI MOPaKE€HUS MOBEPXHOCTU IJIa3, YTO MOXKET MPUBECTU K M3BSA3BICHUIO U
pyO1ieBaHuI0 poroBuiibl. OOBIYHBIM SIBIEGHUEM CUMTAETCSI HEKOTOpasi CTENeHb OOS3HU CBETA, Jaxe
He 0co60 sipkoro [9].

B poTOBOI1 MOJIOCTH y A€TEH BBIABISIOTCS CIAEAYIOIINE AHOMAJIHH:

1) TUTIOJIOHTUS — OTCYTCTBHE 3yOOB B 3yOHOM psiIy IO TpPHYMHE HEIOPA3BUTHS

AJIBBCOJIAPHBIX OTPOCTKOB IO TOJIIHWHE U BBICOTE

2) 3aMeJICHHOE TTPOPE3bIBaHNE 3y0OB

3) AQHKWJIOTJIOCCHSI, WJIM CPAIICHUE Y3/ICUKH SI3bIKA

4) TCHEPaJIM30BaHHAS PEIECCHUs JICCCH.

5) pope3bIBaHUE 3yOOB OTKJIAIBIBACTCS HA JIOJITHUE MECSIIbI, & MOJIOYHBIC 3yObl MOTYT

COXPAHATbCA Ha MPOTSHKEHUU BCEH )KU3HU

Hapymienust co cTOpOHbI KOCTHOM U XPALIEBOM TKaHU SBISIOTCA JOCTaTOYHO CEPhE3HBIMHU.
B nepByto ouepens HaOII0AaeTCS YHUKAIbHAS TUCIIA3Us cKelleTa. Pa3BuTHe KOCTHOM CTPYKTYpPHI U
IUIOTHOCTH KOCTHOW TKAaHMU TMPEACTaBIseT COOOM YHHMKAIbHYIO IUCIUIA3HIO CKeJeTa, MpUYeM

KOTOpas COBCEM HEC CBA3aHa ¢ HEAOCTATOYHOCTBIO IIMTAHU . 3ameuarorcs:

1) JMCIIPOTIOPLMS JINLIA, CY>)KEHHAas! IEPEHOCHIIA U peTPOrHaTHs

2) KOPOTKHE KJIFOUMIIBL, OTYEro MJIeUeBON CyCTaB HeCTaOMIIbHBIN

3) BbIpaKeHHas JieopMaliysl JUIMHHBIX TPYO4aThIX KOCTEH pyK U HOT

4) BPOX/IECHHBI BBIBUX Oelpa O3HA4YaeT BHIBUX TOJIOBKM OEIPEHHOW KOCTU U3

BEPTIIY’)KHOU BIAJMHBI [§]

OsxujiaeMasi MpoJI0JKUTENIBHOCTD XKU3HM MALMEHTOB C Iporepuei KoyebaeTcs OT MECTH J10
JBaJIIATH JIET, XOTS OOJIBIIMHCTBO M3 HUX YMHPAIOT B BO3pacTe€ OKOJIO TPUHAALATH JIET U3-3a
uHpapkra Muokapiaa wium  uHCynbra [12].  IlocmemHee  MokeT  ObITh  CBSI3aHO €

MOBBIIIEHHON KE€CTKOCTBIO COCYyIOB U OKKJIFO3MOHHBIM 3a00JIeBaHUEM HepI/I(bepI/ILICCKI/IX apTepr/'I.
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Kpome TOro,y HEKOTOpbIX M3 HHMX HaOmojanack HIIeMudeckas OOJle3Hb cepaua H3-3a

TSDKEJIOT0 aTepOCKIIepo3a MpaBoil kopoHapHout aprepuu [11].

B xome paboThl MBI pacCMOTpeNH CpPEAHHME TIOKa3aTelu 3J0POBBIX JETEH W JeTed ¢

IIpOrepuen,

HarjasiJHOCTH.

U Ha OCHOBE IIOJYYEHHBIX pE3YJbTaTOB COCTaBWIM TaOMUIy It Oouiblieit

Taoauna 1.

CpaBHeHMe cpeIHMX MOKa3aTeJiell 310pPOBbIX JeTeil U JAeTell ¢ nporepueit

IToka3zarTenu

PebGenok ¢ nporepueii B 3 rona

PeOeHoOKk 0€3 reHeTHYeCKUuX U

ap. 3a001eBaHU

Cpennuit poct o 1m 1o 1,05 m

Cpennsist Macca Tena 1o 15 xr ot 13 1o 18 xr

Cpennee yBenuuenue | Ha 0,44 xr Ha 2-3 KT B HOpME

Macchl Tena 3a roji

CocTosIHHE KOXKH CTAHyTas  Koka, oOeclBeueHa B | B HOpME (amacTuyHas,
HEKOTOPBIX ydacTKax, 3aMeTHa | ympyras Koka, pPaBHOMEpPHOTO

TOYCYHAaA IMUIrMCHTa A

PO30BOTO IIBETA)

CocTosHME BOJIOC

PEAKOC KOJIHMYECTBO BOJIOC, pCCHUIBI U

OpOBU MPAKTUYECKU OTCYTCTBYIOT

B HOpME

CocrostHuE CCPpACYHO-

Habmronatorcst cepieunble HapyIlIeHuUs,

HapyIIeHU He HabIoaeTcs

COCYIMUCTOM CUCTEMBI | YCKOPEHHOE CYy)KEHHE MPOCBETOB
COCY/IOB; BCTpPEYAIOTCS  CJICYIOIIHE
CepACYHO-COCYUCThIC 0oJIe3HU:
CTEHOKapaus, KapJAHMOMeraus,
MEeTa0O0JIMYECKHI CHHAPOM
JlmarHocruka
Cungpom XarumHcoHa — [undopna — peakoe 3aboneBaHUE, UYTO YCIOXKHSAET €ro

AUAarHOCTUKY HaA paHHUX CTaduiax. I[J'ISI YCTAHOBJICHUSA JUArHo3a IIPUMCHAIOTCS CIICAYIOIINC

MCTOBI:

1. Knuanueckue 06CJ'I€I[OB8.HI/I}IZ Bpad MpPOBOAUT THIATCIIbHOC (I)I/IBI/I‘-ICCKOG 06CJ'ICI[OB8.HI/IG

peGeHKa, O6paTI/IB BHUMAaHHUE Ha (1)I/I3I/I‘-ICCKI/IC IPpU3HAKHU CTApCHHUA, TAKUC KaK IMOTCPA BOJIOC,

anO(bI/IH KOXHU, JUCTIPOIIOPUUA JIMIA, CY>KCHHAA NMEpCHOCHIIA, CYCTAaBHLIC IlC(I)OpMaI_II/II/I " Jpyruc.
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2. I'eHeTHyecKOe TECTUPOBAHUE: MOJIEKYJSIPHbIE T€HETUUECKUE HUCCIIEIOBAHUS IIPOBOAATCA
JUIS TIOMCKAa MYTalii B T€HE, OTBETCTBEHHOM 3a mporepuio (00brvHo0 LMNA TeH) wmu apyrux
CBSI3aHHBIX [€HOB.

3. OoO0pa3oBarenbHas ICHXOJOTO-Tiefarornyeckas IeeKToIornyeckass SKCIepThu3a s
BBISIBJICHUS TICUX0()U3NYECKUX HAPYIICHUH W YCTAaHOBIICHUS HHIMBHIYyaTbHOTO MOAX0 1A K peOCHKY
[4].

Metoab! JeyeHust

WNuauBuayaibHOrO METO/1a JIEUEHUs Iporepuu He cymiectByeT. OHako 0OHapyXeHHUe TOro,
YTO MPOTrepUH MOCTOSHHO (hapHE3WIMPOBAH, OTKPHUIO JABEPH JJIsl IOMCKA MOTEHIHMAIbHBIX JIEKapCTB
C MCIOJIb30BaHUEM MHIHOUTOPOB (apHesunTpanchepassl (FTI), koToprie panee pazpabaTbiBaIuCh
KaK MOTEHIMaJIbHbIE MPOTUBOPAKOBLIE IMpernapaThl U UMEIHU MpHemiieMble 000uHbIe 3((EKTHI Yy
nereid. FTI Obun OBICTPO M YCHENIHO MPOTECTUPOBAHBI JOKIMHUYECKH Ha KYJIbType KIETOK U
MOJIENU KUBOTHBIX, YTO MMOKA3aJio0 yAy4ylIeHHEe CUMITOMOB 3aboieBanus npu jedeHun FT1 [15].
[IpocniekTBHOE WHAMBHYyaJbHOE KIMHHUYECKOE HccienoBaHue Obuto Hayato B 2007 romy c
ydactueM 26 nanueHToB B Bo3pacte oT 3 1o 16 net. [Ipumenenue nonadpapuuba FTI B Teuenue kak
MUHUMYM 2 JIeT NPUBOJWIO K YIYYIIEHHIO NPUOAaBKM MAacChl Tela, KECTKOCTH COCYIOB U
CTPYKTYpBI KOCTEH Yy HEKOTOPBIX MALMEHTOB, XOTsA CTEIEHb YIYYIICHHH BapbUpOBANACh CPEIU
mareHToB [16].

Ilocne Hayana mepBOro KIMHUYECKOI'O HCCIENOBaHMSA COOOLIAIOCH, YTO IPOrepUH ObLI
YaCTUYHO  MOoAM(UUUpPOBAaH B  KYJIbTUBUPYEMbIX  (¢uOpoliactax  HpOrepud  IyTeMm
repaHmwirepaHunpoBanus nocie gedeHuss FTI [16]. Oty anpTepHaTHBHYIO MOAUGMHUKAIIMIO MOYKHO
OJIOKMpOBaTh CTaTHHAMM U aMUHOOMC(hOCPOHATaMHU, KOTOpble HPEJOTBPALIAIOT BBIPAOOTKY
IPEJIIECTBEHHUKOB KaK (apHe3uia, Tak U repaHuwirepanuia. JlaHHblil pe3yabTaT mokasan OJHO U3
BO3MOJKHBIX OOBbsICHEHUIl Toro, mnodemy JedeHue FTI numbe He3HauuTeNbHO MPOUINIO
IIPOJIOJDKUTENBHOCTh JKU3HM HA MBIIIMHOM MOJENM M IOCIYXWIO TOTYKOM K IPOBEICHUIO
HECKOJIBKUX ITPOJIOJDKAIOIIMXCS B HACTOSILEE BPEMs TEPANIEBTUYECKUX MCCIIENOBAaHUM, B KOTOPBIX
FTI COYETAI0TCS c MpaBacTaTUHOM (craTuHOM) 51 30JIEJPOHOBOM KHUCIIOTOU
(amuHoOuchochonarom) [17].

Taxoxe 1 tedenust nporepuu Bo3mMoxkHo npuMmeneHnne PHK—repanuu. [lockonbky myranus
BO3HHMKAET B Pe3y/lbTaTe aKTUBALIMM aJIbTEPHATHBHOTO caiTta crutaiicunra npe-mMPHK, nporepus
SBIISI€TCS TJIaBHBIM KaHaunaToM s nmoaxona PHK-tepanum mocpeacTBoM MHIHOMpPOBaHHS WIIH
YCTpaHEHHMsI 9TOro caiiTa. AJbTEpHATUBHBIN NOAX0] 3aKitodaercs B ynaneHuu MPHK nporepuna c

MCIOJIb30BAHUEM METOJIOB, OCHOBAHHBIX Ha Tepanuu MajabiMu uatepdepupytomumu PHK (MuPHK)

[14]

43



B 10 xe BpeMs manueHThl MOJy4aroT MOMOIb y CHEUUATU3UPOBAHHBIX Bpayeil, KOTOpbIE
MIOMOTAIOT UM OOPOTHCSI C CONMYTCTBYIOIIMMHU 3a00JIEBaHUSIMU, B TEPBYIO OYEpEb CBSI3aHHBIMU C
CEepPACYHO-COCYIUCTOM CHCTEMOM. Jlnsg HOpMaiM3alMu Beca M pOCTa JETAM HA3HAYAKOT
CHEMAJIbHYIO JUETY U FOPMOHBI pocTa. Taxke BaKHO PEryispHO IOCEUIaTb CTOMATOJIOTa IS
MpeJOTBpAIlleHUsT Kapueca M mapanoHtuta. s cHikeHus O0onel W yBEeIMUYCHHS TOJBHKHOCTH
CyCTaBOB MPUMEHSIOTCS (pu3uOTEepanusi, KUHE3UOTEpanus, a TaKKe OPTE3bl, XOAYHKH, TPOCTU H
WHBAJUIHBIE Kpecia Mpu HeoOXoauMocTH. JleHIuT ropMoHa JISNTHHA, BEI3BAHHBIA HEJOCTATKOM
YKUPOBOU TKaHU, YCTPAHIETCS TOAKOKHBIM BBEJACHHUEM METPEJICTITUHA.

[TaruenTamM pekoMeHAyeTcsl MPOXOAUTH peryisipHble MpoQUIaKTUYECKHE O0O0CIIeOBaHMUS,
Brirovas OKI', axokapauorpammy, Y3U coHHBIX apTepuid, HEBpoJioruueckoe oo0cienoBanue, MPT
wii MPA royioBl W 1IeW, aHalu3 COJEp’KaHUS >KUPOB B KpPOBU (JIMIMAHBIA Tpoduib),
CTOMATOJIOTUYECKOE 00cieloBaHne, PEHTreH Oeapa, KOMIBIOTEPHYIO TOMOrpaduio Uid OIEHKU
MJIOTHOCTH KOCTEH, 0(hTaTbMOJIOTHYECKOE 00CIICIOBAHNE U ayTUOMETPHIO [2].

IepcnekTUBBI

Penxue 3aboneBaHus 4acTo OTPaXKalOT ILIMPOKO PaCHpOCTPaHEHHBbIE MaTOJIOrMYECKUe
SIBJIGHUS U TPEIOCTABISIIOT YHUKAJIbHYIO BO3MOXKHOCTh M3y4YeHHS (PU3HOJIOTHYECKHX IPOLIECCOB.
CXOJCTBO MEXIy Mporepueil U HOpPMaJbHBIM CTapEHHEM PaCHpOCTpPaHSETCS Ha BCE YPOBHH: OT
o0LIMX MOJIEKYJSPHBIX O0COOEHHOCTEH J0 CXOJCTBAa CUMMOTOMOB. [IpuMmeuaTenbHO, YTO TPOTEpUH
BBIPA0ATHIBACTCS Y HOPMAJILHO CTApCIOIIMX JIIOJIEH, a TAK)KE Y TAIMEHTOB ¢ Tiporepueit. CepreyHo-
COCy/AMCTasi CUCTEMa UMEET pellaroliee 3HaueHrue Ipyu JaHHOM 3a00JIeBaHUU, IOCKOJIbKY CepICYHO-
COCyAMCTasi HEJOCTATOYHOCTh SIBJISIETCS. UCTOUYHUKOM MOUTH Bceil cMmepTHocTU. C KIMHUYECKON
TOYKH 3pEHUs], IPOTepUs MPeACTaBIseT cOO0M NMEePBUYHYIO BACKYJIOMATHIO, XapaKTEpU3YIOLIYIOCT
PaHHUM U PaCHPOCTPAHEHHBIM YCKOPEHHBIM YIUIOTHEHHEM COCYOB C MOCIEIYIOIIUM pPa3BUTHEM
TUINEPTEH3UH, COCYIUCTBIX OJIAIIeK, CTEeHOKapAWH, KapJIUOMETaluu U 3aCTOMHON cepAeyHoi
HegocratouHoctu [18]. MccnenoBanue mporepun MOXET J1aTh BO3MOXHOCTh OOHApY>KUTh HOBBIE
AJIEMEHTHI, KOTOpblE€ MOTYT BIUSTh Ha KOMIIOHEHT CTAapEHUs, CBSI3aHHBIH C COCYIUCTBIMU
3a0oneBanussMu. Kpome TOro, wu3yueHue TMPOrepud TIOMOIJIO pa3odpaTb MEXaHU3MBI
KanbIU(UKALUKA COCYOB IIPHU CTApEHUH U aTepockiepo3e. M30bITOK npenaMuHa A Ui mporepruHa
MPUBOJIUT K TUCHYHKIMH KalblMs, a MpelaMuH A CHocOOCTBYeT KalbIHU(HUKAIMK U CTAPEHUIO
[JIAIKOMBIIIEYHBIX ~ KJIETOK  COCYIOB, HWHAYLHMPYS  CTOMKYH Iepefadyy CHTHAJIOB O
nospexeHnu JIHK [19]. Haubonee 3amMeTHbIMM CpeaM HUX SBISIOTCS OTCYTCTBHE YXY/ILIEHUS
COCTOSTHUSI HEPBHOM  CHCTEMBI, BKIIOYash JEMEHILHI0, M OTCYTCTBHE OOHApPYKUBAEMbBIX
HapylleHU UMMYHHON cucTteMbl. HeaBHue uccienoBaHusl MOKa3ald, YTO YPOBHM MPOTE€pUHA B
Mo3re oueHb Hu3kue U uyto MUKpoPHK MuP-9 nopamnsier cunte3 namuna A B mosre [20]. DT

PE3YyIbTAaThl IMO3BOJIAIOT MPCAIIOJIOKUTb, YTO OTCYTCTBHC CUMIITOMOB B HHC Yy HOanucHTOB C
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mporepuell MOKeT OBITh CBS3aHO C OTCYTCTBHEM IMPOTEPUHA B HEPBHBIX KJIETKAX. ITO TAKKE MOXKET
MMETh MECTO IpU OTCYTCTBUM HEIOCTAaTKOB HMMYHHOM cuHcTeMbl. bojiee TOro, HexBaTKa
coo0meHnid 00 OMyXOJsSX WM PaKe y MalMEeHTOB MPEIIOJiaraeT HU3KYH BOCIPUUMYHBOCTH HUX
KIETOK K 3JIOKAYeCTBCHHOW  TpaHCchOpManuu, B OTIUYHE OT CHJIBHOTO  YBEIIHMUYCHUS
BOCIIPUUMYHUBOCTH K OITYXOJISIM MPU HOPMaJIbHOM cTapeHuu. OTCYTCTBUE OIMYyXOJIeH y MalueHTOB C
nporepuei emie 6oJiee yAMBUTEIBHO, YUUTHIBAs MOCTOSIHHO BBICOKUN ypoBeHb noBpexkaeHus JJHK
B KJIETOYHBIX JIMHHAX. HTEpECHO, YTO HEJaBHUE UCCICNIOBAHUSA C HCIOJb30BAaHUEM MO3aWYHBIX
Mmeieit ZMPSTE24 noka3anu, 4To HakoIUIEHHWE MpelaMuHa A TMpeoTBpallaeT WHBA3UIO paka U
MPUBOJUT K CHUXEHUIO YacTOThl WHOUIBTPUPYIOUIMX KapIMHOM B CBS3U C HW3MEHEHHBIMU
KOMIIOHEHTaMH BHEKJIETOUHOTO Matrpukca [21]. Pa3paboTka TepameBTMUECKHX CTpaTerwil [Is
MPOTEPUH CTaja PE3yJbTaTOM CIUSIHHS OTKPBITHS T€HOB U OOIITUPHBIX MPEABAPUTEIBHBIX 3HAHUN O
GbyHKIIMM JTaMrHA A Ha MOMEHT OTKPBITHS TeHa. [locie mepBbIX MCIBITAHUN SKCTIOHCHITUATBHBIN
pPOCT TIOHUMAHUSA MEXaHU3MOB 3a00JIEBaHMS B COUYETAHWU C TEXHOJIOTHYECKUMH JOCTHKCHHUSIMU
pacmupmi cepy Kak MOTEHIIMATBHBIX TEPANEBTUYCCKUX IICJICH, TaK U MOAX0J0B. Bee crpaternn
JIeYCHUS, TPUMEHSIEMbIE K TIPOTEPHUH, PACCMATPHUBAIOTCS ISl TAK)KE MHOTHX JPYTUX 3a00JIeBaHUH,
U BIIOJIHE BEPOSTHO, YTO OMNBIT UX NPUMEHEHUS] OKAXKETCS aKTyalbHBIM Jisi OOJiee LIHPOKOTO
MEIHUITUHCKOTO coobmecTna [22].

3akJ/il04eHHe U BbIBO/bI

3a mpomienmue ToAbl ObLT JOCTUTHYT 3HAYUTENbHBI HpOrpecc B MOHWMAHUU 3TOTO
3a00JIeBaHUs, OJHAKO MHOTOE€ €Ile MPEJACTOUT y3HaTh. [lo Mepe mpoaBMKEeHHsI HCCIeI0BaHUI
JI€TCKas Iporepusi NpoA0JKaeT pacKpblBaTh paHEE HEU3BECTHbIE acleKkThl crapeHus. [Ipm Bcex
CBOMX CJIOHOCTSIX OHA MPEJCTaBIIAET COOOM YHHKAIbHYIO MOJEb JJIS U3y4eHUS HOBBIX poJiei
JaMuHa A M TOporepuHa B KJIETKe dYenoBeKka. [l BBISIBICHUS JIYYIIMX CIIOCOOOB Tepamnuu

HeO6XOI[I/IMO IOBBICUTH YPOBCHb IIOHMMAHUIA O1o0THH 3a001€BaHUS.

JIUTEPATYPA
1. [Taccapr, 3. Harnsanas reHetuka : ydyeOHoe mocobue / D. Ilaccapr ; mepeBon c
anrnuiickoro J[. B. PeOpukoBa ; xymoxuuk pea. B. A. IIpokynun. — Mocksa : Jlaboparopus
3Haaui, 2020.
2. bonesnu o6brunbie u HeoObrunbie : CopaBounuk / B. B. JIymues, C. C. Cypun, O. A.
Yepnssckas u ap. - Bonrorpaa : BonrrI'MY, 2020. - 428 c.
3. V3amaesa, III. A. Ilporepus / II. A. VY3zamaeBa, A. 3. CanoBa. — Tekcr
HernocpeAcTBeHHbIN // Monozoii yuensiit. — 2019. — Ne 28 (266). — C. 197-198.
4. [Tatoduznonorus : yue6Hoe nmocobue : B 2 yactsax / A. B. bapon, B. C. bongaps, O. B.
CwmupnoBa, E. . umanxkas. — Kpachosipck : COY, 2018 — Yacts 1 — 2018.
5. Schnabel F., Kornak U., Wollnik B. Premature aging disorders: A clinical and genetic

compendium //Clinical Genetics. — 2021. — T. 99. — Ne. 1. — C. 3-28.

45



6. Gordon, Audrey S. and Leslie B. Gordon. “The Progeria Research Foundation: its
remarkable journey from obscurity to treatment.” Expert Opinion on Orphan Drugs 2 (2014): 1187
- 1195.

7. Levy N. et al. Functional exploration of A type lamins and associated proteins in patients
affected with Hutchinson-Gilford Progeria Syndrome caused by G608G mutation in LMNA
/[American Journal of Human Genetics. — 2003. — T. 73. — Ne. 5. — C. 554-554.

8. Alves D. B. et al. Clinical and radiographic features of Hutchinson-Gilford progeria
syndrome: A case report //World Journal of Clinical Cases: WJCC. — 2014. — T. 2. — Ne. 3. — C. 67.
9. Mantagos I. S. et al. Ophthalmologic features of progeria //American Journal of

Ophthalmology. — 2017. — T. 182. — C. 126-132.

10.  Rork J. F. et al. Initial cutaneous manifestations of Hutchinson-Gilford progeria syndrome
/[Pediatric dermatology. — 2014. — T. 31. — Ne. 2. — C. 196-202.

11.  Zhang S. L. et al. Clinical manifestations and gene analysis of Hutchinson-Gilford progeria
syndrome: A case report //World Journal of Clinical Cases. — 2022. — T. 10. — Ne. 15. — C. 5018.

12.  Sinha J. K., Ghosh S., Raghunath M. Progeria: a rare genetic premature ageing disorder
/lIndian Journal of Medical Research. — 2014. — T. 139. — Ne. 5. — C. 667-674.

13.  Burtner, Christopher R, and Brian K Kennedy. “Progeria syndromes and ageing: what is the
connection?.” Nature reviews. Molecular cell biology vol. 11,8 (2010): 567-78.

14.  Padda IS, Mahtani AU, Patel P, Parmar M. Small Interfering RNA (siRNA) Therapy.
In: StatPearls. Treasure Island (FL): StatPearls Publishing; March 20, 2024.

15.  Capell BC, Erdos MR, Madigan JP, Fiordalisi JJ, Varga R, Conneely KN, Gordon LB, Der
CJ, Cox AD, Collins FS. Inhibiting farnesylation of progerin prevents the characteristic nuclear
blebbing of Hutchinson-Gilford progeria syndrome. Proceedings of the National Academy of
Sciences. 2005 Sep 6;102(36):12879-84.

16. Gordon, Leslie B. et al. “Clinical trial of a farnesyltransferase inhibitor in children with
Hutchinson-Gilford progeria syndrome.” Proceedings of the National Academy of Sciences 109
(2012): 16666 - 16671.

17.  Varela, 1., Pereira, S., Ugalde, A.et al. Combined treatment with statins and
aminobisphosphonates extends longevity in a mouse model of human premature aging. Nat Med 14,
767-772 (2008).

18.  Gordon LB, Rothman FG, Ldpez-Otin C, Misteli T. Progeria: a paradigm for translational
medicine. Cell. 2014;156(3):400-407.

19.  Liu Y. et al. Prelamin A accelerates vascular calcification via activation of the DNA damage
response and senescence-associated secretory phenotype in vascular smooth muscle cells
/[Circulation research. — 2013. — T. 112. — Ne. 10. — C.

20.  Jung H. J. et al. Regulation of prelamin A but not lamin C by miR-9, a brain-specific
microRNA //Proceedings of the National Academy of Sciences. — 2012. — T. 109. — Ne. 7. — C.

21. de La Rosa J. et al. Prelamin A causes progeria through cell-extrinsic mechanisms and
prevents cancer invasion //Nature communications. —2013. — T. 4. — Ne. 1. — C. 2268.

22.  Kieran M. W., Gordon L., Kleinman M. New approaches to progeria //Pediatrics. — 2007. —
T. 120. — Ne. 4. — C. 834-841.

Ceedenusn 00 asmope cmamou:
1. Jpauyk Exatepuna IOpbeBHa - cryneHt nedebHoro dakynsreta @PI'BOY BO
bamkupckuii rocyqapcTBEHHBIH MENUIIMHCKUA yHHBepcuTeT, r. Yda, yn. Jlemmna 3, e-mail:
dkatrineO5@gmail.com

46


mailto:dkatrine05@gmail.com

2. MapaanoBa [lapuna PauneBna - crynent JI-103b rpynmnet JledeGHoro dakynpreTa 0OUHOM
¢dopmbr 00yuennst ®PI'BOY BO bamkupckuii rocysapcTBeHHBIH MEIUIIMHCKUAN YHUBEPCUTET, T.
Ya, ya. Jlenuna 3, e-mail: 2005darinik2005@gmail.com

3. KopsbiTuna I'yibaa3 ®@apurtoBHa - 1.0.H., podeccop kadeapst 6uonoruu ®I'bOY BO
bamkupckuii rocyqapcTBEHHBI MEIUIIMHCKUE yHHBepcuteT, r. Yda, yin. Jlemmna 3, e-mail:

guly_kory@mail.ru

47


mailto:2005darinik2005@gmail.com

	Драчук Е.Ю., Марданова Д.Р. СИНДРОМ ХАДЧЕНСОНА-ГИЛФОРДА (ПРОГЕРИЯ)

