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PE3IOME

Llenb 0630pa. AHanu3 1 0606LeHre NTUTePaTYPHbIX AaHHbIX No Npobneme auddepeHUManbHOR AMArHOCTUKM HEOHATaNbHOTO NPOreponaHo-
ro CMHApOMa.

OcHoBHble nonoxeHua. 0auH W3 caMmblx pefKux NpeAcTaBUTENell CUHAPOMOB MPEXAEBPEMEHHOMO CTAPEHUA — HeOHaTasbHbIi nporeponp-
Hblii cMHApOM (cuHApOM BupemaHa—PayTeHwTpayxa). 310 ynbTpaoptaHHoe 3aboneBaHne ¢ ayTOCOMHO-PELLECCUBHBIM TUMOM HACNe[0BaHUSA,
accouumnpoBaHHoe ¢ mytaumamu B reHax POLR3A, POLR3B, POLR3GL v xapakTepusyiolieecs BPOXAEHHOI NUNofncTpoduelt n npexaespemeH-
HbIM CTapeHueM.

3aboneBaHue NpoABAAETCA C NEPBbIX AHEI KU3HW: HU3KME ANMHA U Macca Tena Npu POXAEHUM, APKO BbipaXeHHble heHoTMNMYeckne ocobeH-
HocTU (nceBporuapoledanis, NporepoufHble YepTbl NNLA, reHepann3oBaHHas NUNoAUCTPOdUS, HeoHaTaNbHble pe3lpl). C TeyeHneM KU3HM
HabntofaeTcs TAXeN0e nopaxeHne 6POHXONErOYHON U KOCTHOW CUCTEM, @ CPefHsAs NMPOACIKUTENbHOCTb XU3HYU BapbupyeT 0T 7 Mec [0 2 fieT,
HO MoxeT pocturatb 27 net. fucddepeHunanbHbliii AUarHo3 NpoOBOAMTCA C CUHAPOMOM XaTumHcoHa-Tundoppa (nporepueit), KnuHUYeckue
npu3Haku KoToporo ManudecTupyioT B 1,5-2,0 roaa, a Takke ¢ MapdaHo-nporeponaHoit nunoguctpodueir, curapomamu Ponteiina u Cekkens.
3aknioueHue. PaHHAA AnMarHocTMka HeobXOAMMa Ans NPorHo3a TeyeHus 3aboneBaHus, NoA6Gopa NeyeHus U onpepeneHus fanbHenlwel Tak-
TUKN BefieHNA.
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ABSTRACT

Aim. Analysis and synthesis of the literature data on the problem of differential diagnosis of neonatal progeroid syndrome.

Key points. One of the rarest representatives of premature aging syndromes is neonatal progeroid syndrome (Wiedemann-Rautenstrauch
syndrome). It is an ultra-orphan disease with autosomal recessive type of inheritance, associated with a mutation in the POLR3A, POLR3B,
POLR3GL genes and characterized by congenital lipodystrophy and premature aging.

The disease manifests from the first days of life: low body length and weight at birth, pronounced phenotypic features (pseudohydrocephaly,
progeroid facial features, generalized lipodystrophy, neonatal incisors). Severe bronchopulmonary and skeletal damage is seen over
the course of life, and average life expectancy ranges from 7 months to 2 years but can reach 27 years. The differential diagnosis is made
with Hutchinson-Gilford syndrome (progeria), which clinical signs manifest at 1.5-2 years of age, and with Marfan-progeroid lipodystrophy,
Fontaine syndrome, and Sekkel syndrome.

Conclusion. Early diagnostics is necessary for predicting the course of the disease, selection of treatment, and determining of further
management.
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BBEJEHUE
CMHLPOMbI NPEXAEBPEMEHHOIO CTaPeHNUs — 3TO rpynna peAKux
(optaHHbIX) HACNEACTBEHHbIX 3a00/M€BaHUM, XapaKTepu3yio-
WMXCA Pa3NUYHBIMU MONEKYNAPHO-KNETOYHBIMU N3MEHEHUAMMY,
NPUBOAALLMMU K YCKOPEHHOMY cTapeHuto opranusma. K 3Toil
rpynne 3ab0neBaHNit OTHOCATCA HEOHATaNbHbIA MPOreponaHblil
cuHapom (cuHppom BugemaHa—PayTeHwTpayxa), nporeponfiHble
namuHonatnu, RecQ-accounnpoBaHHble MporepoufHble CUHA-
pOMbl, CermeHTapHble MpPOrepouaHble CUHAPOMbI, CBA3aHHbIE
c HapyweHuem penapauun OHK u ap. (ma6a. 1) [1, 2].
bonbWNHCTBO NauMeHTOB C CUHAPOMaMMU MpeXAeBpeMeH-
HOTO CTapeHWs WMelT BPOXKAEHHbIE WAW NpUOBpeTeHHble
nporepougHble 4YepTbl AnLA (KNOBOBUAHLIA HOC, MWUKPOFHa-

TWUA BEpPXHEH W/Mau HUXHEN yenocTu, npeobnagaHue Mo3ro-
BOTO OTAeNa yepena Hap, JULEBbLIM, HU3KO MOCAaXEHHbIE YLK
W T.O.), TEHEpanu30BaHHYK WX NapuuanbHyL NUNOAUCTPO-
U0, a TakKe, B 3aBUCUMOCTW OT 3aboNeBaHWs, NaTtonorum
CepLeyHO-COCYAUCTON, HEpPBHOW, OPOHXONEroYHoMn, Keny-
OOYHO-KMLWEYHOW, KOCTHO-MbIWEYHON, CYCTaBHOW W Jpyrux
cuctem opranusma [1].

OaHMM M3 caMmblXx pefKux B [AHHOW rpynne 3abonesa-
HUA ABnfeTcs cUHApPoM BupemaHa-PayTeHwTpayxa (HeoHa-
TaNbHbI MPOrepoMAHbIA CUHAPOM), KNMHWYECKME NPU3HAKM
KOTOPOro 04YeBUIHbI C MEPBbIX [Hel XW3HU. ITO yNbTpaop-
taHHoe 3abofeBaHWe C ayTOCOMHO-PELLECCUBHBIM TUMOM
HacnefoBaHNs, accoLMmMpoBaHHoe ¢ MyTauuei B reHe POLR3A,
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Tabauma 1. CHHAPOMSI IIPEKAECBPEMEHHOTO
crapenus [1, 2]
Table 1. Premature ageing syndromes [1, 2]

o
HasBaHue 3aboneBaHus | PacnpoctpaHeHHOCTb
HeoHatanbHblit nporeponaHbIn CMHAPOM
CuHppom B mupe n3BecTHO

BuaemaHa—PayTeHwTpayxa 0 19 noATBEPKAEHHbIX

cnyvasax

NporepouaHbie naMMHonaTum
1:2 000 000-8 000 000

CuHppom
XatynHcoHa-lundopaa

PECTpI/IKTVIBHaﬂ nepmonaruna -

MaHnpgubynoakpanbHas -
AMCnnasusa c naunogucTpodueit
Tuna A

MaHnpgubynoakpanbHas -
AMcnnasusa c naunoguctpodueit
Tuna B

RecQ-accounuposaHHbie nporeponaHble CUHAPOMbI
1:1000 000-10 000 000

B oTaenbHbIx nonynauuax
1:48000

B mupe onucaxo
300 cnyyaes

CuHppom BepHepa

Cunppom bnyma

Cunppom PotmyHpa—TomcoHa

CermeHTapHble NporepouaHble CUHAPOMBI,
cBA3aHHble C HapyweHuem penapauuu IHK

1:1000 000
Cunppom KokkeiHa -

MurmeHTHas Kcepogepma

Tpuxotnogucrpodus -

ﬂ.pyrue HacneacCcTBeHHble 3a6oneBaHus c NPpU3HaKamu
npexpespeMeHHoOro ctapeHusa

1:10000
1:1000 000

Cunppom Cekkens

BpoxaeHHbIl anckepartos

XapaKTepu3yeTca BpOXAEHHON aunopucTpoduein n npexge-
BPEMEHHbIM cTapeHuem [3-7].

WcTopus u3yyeHus 3aboneBaHUs HAYyMHAETCA C MOMEHTa
onucanusa T. Rautenstrauch B 1977 r. gByx cectep, poXAeH-
HbIX C IMnofucTpodueit 1 NnporepouaHsIMU Yeptamu nuua [8].
Cnycts 2 roga H.R. Wiedemann onucan 2 HepoACTBEHHbIX
MaNnbyuKoB, POAMBLIMXCA C MPOrepoOMAHLIMW YepTamu auua
M MHOXECTBEHHbIMU MOPOKAMU Pa3BUTUA. YUWTbIBas KAUHU-
YecKMe XxapaKTepuUCTWKKM, MNpOABAAIOWMECA NPU  POXLEHUM
1 yKasbiBatolue Ha 3abonesaHue, 3Tu Bpaun B 1979 r. 0603Ha-
YMAW ero Kak HeoHaTasbHbIl MPOrepouaHbIi CUHAPOM U Npea-
NONOXWUAKN, YTO CUHAPOM HOCUT ayTOCOMHO-PELLeCCUBHBIA TUN
HacnepoBaHus [8-10].

B HacTosAwee Bpema B nuTepartype onucaHo okono 50 nauu-
eHToB C (eHoTunom cuHapomMa BupemaHa—PayreHwTpayxa,
0AHaKO TOMbKO Y 19 nauMeHTOB fMarHo3 ABNAETCA OKOHYaTeNb-
HO MOATBEPXAEHHbIM. YacToTa 3ab0neBaHus Ha CErOAHAWHUNA
LeHb HenspecTHa [11].

MOJEKYNAPHO-TEHETUMECKUE XAPAKTEPUCTUKU

[lokasaHo, yto npu cuHapome Bugemana—PayTeHwTpayxa otcyT-
CTBYIOT XPOMOCOMHble HapylleHus, a 3abonesaHue BO3HMKAET
B pesynbrare GUanienbHbIX MyTaLuil NPeuMyLLECTBEHHO B reHe

POLR3A. B nocnepHue roabl nosiBASeTCA Bce Oonblie CO06-
WeHuin o GuannenbHbix MyTauusx B reHax POLR3B n POLR3GL,
TaK¥e Bbi3blBalOWMX pa3BUTME 3TOro 3abonesaHus. Bce nepe-
yncneHHble reHbl kogupytoT PHK-nonumepasy III [5, 12-14].

PHK-nonumepasa III npeacrasnser coboit [HK-Hanpas-
nenHytlo PHK-nonumepady wu ocywectBaser TpaHCKpUNLMIO
reHos, Kopupytowmx mansle PHK (pubocomansHas 5S PHK,
TPHK, U6 manaa spepHaa PHK v mutoxoHgpuanbHas PHK-npo-
ueccuHrosas PHK), koTopble HEOOXOLMMBI Afs pocTa KNeToK
1 perynfiLum KNeTo4Horo LMK, @ TaKKe perynaLmm TpaHcKpun-
umu, npoueccuura u tpancnauun PHK [5, 12-16].

N3BecTHO, 4TO NenTuabl, kogupyemsie POLR3B v POLR3A, 06pa-
3YI0T COBMECTHbIN KaTanutuyeckuin uentp PHK-nonumepasel II1,
Kopupys camyto 6onbuyto (RPC1) u BTOpyio no Bennyune (RPC2)
cyovepuuuubl PHK-nonumepassbl 111, koTopble He0OXOAUMbI ANs
TPaHCKPUMLUKM MHOXECTBA He Kogupytowmx 6enkn PHK [17-19].

B 2019 r. E. Beauregard-Lacroix 1 coaBT. Bnepsbie CO00WMIM
0 HeOHaTalbHOM NPOrepougHOM CUHAPOME Y AEBOYKM C FOMO3MK-
rotHoi mytaumeii B reHe POLR3GL, npuBofsLLeit k popmupoBa-
HUtO cTon-KofoHa. 06a poanTens GbliM reTepo3nroTHLI o 3TOMY
BapuaHTy. PeHOTUNUYECKM M MO TAXKECTU COCTOSHUA LEeBOYKA
He MMena 0TIMYUI OT NaLnUeHToB C MyTaumeit B POLR3A. lnarHo3
Obln NOATBEPXKAEH CekBeHMpoBaHWeM no CaHrepy ¢ ucnonb3o-
BaHWEM CTaHAAPTHbIX MeTofoB. PaHee myTauun B reHe POLR3GL
OblAM OMUCAHbl Y MALMEHTOB C 3HAOCTANbHLIM TUMEPOCTO30M
1 ONIUTOfOHTHEN [24, 25].

Mo paHHbIM NUTEpaTypbl, B HAaCcToALLee BPEMA TaKxKe U3BecT-
HO, YTO MyTauuu B reHax POLR3A n POLR3B, nomumo HeoHa-
TaNbHOr0 MPOrepouAHOro CUHAPOMA, acCOLMMPOBAHbI TaKxke
C HeBpojoruyeckumm paccrpoitcteamu. K Hum oTHOCATCA
CUHAPOM neitkopucTpodumn «4h» (runomuenuHusaums, runo-
FOHALOTPOMHBIA TMNOFOHAZM3M W TUMNOAOHTUA), NPOrpeccu-
pylolas cnacTuyeckas atakcus Y NOLPOCTKOB, MpoTeKalowas
KaK M301MPOBAHHO, TaK U B COYETAaHUM C 3CTPANMPaMULHbIMU
cumntomamu [18-22].

MpumeyaTenbHo, YTO B NUTEpaType NPUCYTCTBYET OnucaHue
nauuMeHToB C cuHapomom Bupemana-PayteHwTpayxa, conpo-
BOXOAWOLWMNUMCA MOX0Xeil HEBPONOrMyecKoir CUMNTOMATUKON.
Tak, J. Ulrich u coaBT. onucanu nauueHTa ¢ NOATBEPKAEHHBIM
MONIEKYNAPHO-TeHETUYECKMMU METO[AMU UCCNeA0BAHNA HEOHa-
TaNbHbIM NPOrepoMAHLIM CUHAPOMOM U BPOXAEHHBIM MOJHbIM
OTCYTCTBMEM 3PENoro MUeNUHa HepBHbIX BONOKOH. J.J. Martin
W COABT. NMPOAEMOHCTPUPOBANU MALMUEHTKY 5,5 neT ¢ obwup-
HOW AeMUenuHuU3aLueidl U GONbLWMM KONUYECTBOM HelTpanb-
HbIX YWPOB M MPOMEXYTOUHbIX OCTaTKOB pacnafa MuennHa
B Makpodarax. Takxe NpucyTCTBYeT COOOLLEHNS O NaLMeHTax
C aTakcuen, AUCMeTpuen, HUCTarMOM, YMCTBEHHOW OTCTaNnoCTbio
pa3Holi cTeneHu TaXecTH, AUddY3HON KOPTUKANBHON puc-
thyHKUWel, BeHTpUKyNoMeranne, atpodueit ronoBHOro Mo3ra,
3aMedfieHHOI MWenuHu3auuen, apaxHoMAanbHbIMU KUCTaMmK,
KanbunduKaumeil 6asanbHbix raHmues [26-28].

OfHaKo CTOWUT OTMETUTb, YTO HEBPONOrMYeCcKMe COCTOAHMA
yalye BCEro CBA3aHbl Kak C reTepo3nroTHbIMM, TaK U C FTOMO3MK-
roTHeiMu myTauuamu B POLR3A v POLR3B, B To BpeMsa KaK Heo-
HaTaNbHbIA NPOrePOULHbIA CUHAPOM, MO AAHHBIM JUTEPATYPSI,
NPOSBNAETCA TONbKO Npu GuannenbHoi MyTauuu c notepei
tyHKunK [15, 20, 23].

B 6onbwuHcTBe cnyvaes POLR3-accoumnmupoBaHHble 3abone-
BaHMA MaHU(eCTUpPYloT B paHHeM AeTckoM Bo3pacte. OgHako
D. Lessel u coaBT. onucanu 37-NeTHIOK XEHWMUHY C TOMO3UrOT-
HoW myTaumeii c.3336G>A B POLR3A c deHOTUNOM cuUHApPOMA
BupgemaHa—PayTeHwTpayxa 1 TAXENON HEBPONOTUYECKON CUMM-
TOMaTUKoOi (cnactuyeckoit kBagpunnerueit) [21].
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KIWHUKO-AUATHOCTUYECKWUE XAPAKTEPUCTUKHU

MpeHaTanbHbIA nepuog,

[JunarHocTtuka cuHgpoma BugemaHa—PayTeHluTpayxa BO3MOX-
Ha elle B npeHatanbHoMm nepuopge. Tak, G. Castifieyra u coasT.
BbIAENNN YIbTPa3BYKOBbIE XapaKTEPUCTUKM Pa3BUTUA NAofa
C HeoHaTaNbHbLIM MPOrepoNAHbIM CUHLPOMOM: TAXENas 3afepx-
Ka TeMNOB poCTa, 0COOEHHO BbIpaXeHHOE 0TCTaBaHue Gunapue-
TanbHoro (pacctosHWe OT OAHOW BMCOYHOI obnactm po fpy-
rol) u 6ploWwHoro pasmepos, manosopue. ABTOpbl 0bpalyaoT
BHMMAHME Ha TO, YTo [0 16-18-i Hepgenu rectauum HUKAKUX
ocobeHHOCTEN pa3BUTMA NNOAa No AaHHbIM Y3 He oTmeya-
N0Cb, @ 3aMe[IeHne CKOpPOCTM pOCTa CTano Mporpeccuposatb
c 18-20-i1 Hepenu [29]. Bo Bcex onmucaHMAX KIMHUYECKUX
C/lyYyaeB OTMEYAETCA BbIpaXeHHas 3afepxKa BHYTPUYTPOOHOTO
pa3BuUTMA C nocnepytolei nnoxoit NnpubaBKoin B pocTe U Bece
B MoCTHaTanbHOM nepuoge [30-33].

MocTHaTanbHbIN Nepuopy,

Mpu poxpeHUn [eTn UMelT APKO BbipaXKeHHble (eHOTUNU-
yeckune ocobeHHOCTU: nceBgoruapoLedanus ¢ WMPOKUM nepes-
HWUM POAHMYKOM, APKO-BbIPAXKEHHBIMW BEHAMU CKanbna, peaKu-
MU W TOHKMMW BONOCAaMU; TpeyroabHas dopma nunua C TOHKOW,
MOPIMHUCTOM WM FUNEpnUrMEeHTUPOBAHHON Koxel (npu onu-
CaHUW OTMEYANUCb TaKXe MATHA LBeTa «KOde C MONOKOMY),
4acTo MOPAXEHHOW aTONMYeCKUM [epMaTUTOM; BJABJIEHHAsA
nepeHoCuLa, KNIOBOBUAHbBIA KOHYMK HOCA, HU3KO MOCAaXEHHbIe
VWKW 1 KOPOTKAA LWesa; AAUHHbIE Nanblbl PYK U HOT, MbllleYHas
runotoHusa. 100% peTen poxpalTca C reHepanu3oBaHHOWM
nunognctpoduen € efUHUYHBIMU  JIOKanuU3aumaMm NOAKOXK-
HO-XXMPOBOW KAETYATKN B rPyLHON, abAOMUHANBHON, ATOANYHOIA,
weyHoit obnactsx [6, 28, 30-35].

0TMynTensHoM ocobeHHOCTbIO cuHApoMa BupemaHa—Pay-
TeHWTpayxa ABAAETCA pOXAeHWe fieTell C 2—4 HeoHaTaNbHbIMK
peslamu, OfiHaKo 3ybbl ObLICTPO pas3pyliaTCs, U fanbHellee
npopesbiBaHue 3y60B 3aMedseTcs WA, Yalle BCEro, NoJHOC-
Tblo OTCyTCTBYET [3].

Mo mepe pocTa 1 pa3BUTUA COXPAHAIOTCA TAXENbIA AeduunT
BEeCa W mporpeccupyiolias 3afepxKa pocra, HeCMOTPS Ha BbICO-
KoKanopuitHoe nutaHue. Mo pesynbratam 6MonMnesaHCoOMETPUN
0TMEeYaeTcs AedULNT XKUPOBOIA U MbILIEYHOW Macchl [32—34].

Mocne poctmxkeHns 1,5-2,0 net y nauueHToB HabatoaaoTcs
KOHTPAKTypbl MENKUX CYyCTaBOB, Nocne 6—7 net — KOHTPaKTypbl
60/blWKX CYCTaBOB, NPOrpeccupywmnini KUGOCKONNO3, paHHss
TAXKENas 0CTeoNeHns U B nocnepytowem octeonopos [30].

PE3VYJILTATbI JIABOPATOPHbIX ;

U UHCTPYMEHTAJIbHbIX UCCNEQOBAHUU

Mpu NabopaTopHbIX UCCNEA0BAHUAX BhIABNAIOTCA KpaliHe HU3-
KMe YpOBHM UHCynuMHomopobHoro ¢aktopa pocTa-1, HesHa-
yuTenbHas runepnponakTuHemua. BO3MOXHBI  HapylWweHus
JNNUAHOTO OO6MeHa B CTOPOHY OTHOCUTENbHOW runoaunuae-
MWW W CHUXKEHUS TPUIIMLEPUAOB, HO COOBLIABTCA M O ClyYasnXx
OUCAUNUELEMUN B PaHHEM HeoHaTanbHOM nepuoge [28, 30, 32].
HecmoTps Ha BpOXAEHHYIO TreHepanu3oBaHHYK NUMNOANUCTPO-
tuio, meTabonmyeckue HapyleHWs, CBA3aHHble C HapylleHneMm
yIMeBOAHOro 06MeHa, BCTpeyatoTes peako [36].

Mpu peHTreHonornyeckom o6cnefoBaHUN 0OLIYHO BbIsB-
NAITCA OTCTaBaHME KOCTHOTO Bo3pacTa Gosee Yem Ha 2 ropa,
ocTeonopo3 [30].

Mpn HeoHaTanbHOM NPOrepouAHOM CUHAPOME B €AUHUYHbIX
cnyyasx y feteil oTMeyanuch Takxe feduuuT ropMoHa pocTa,
BPOX/AEHHbI TMNOTUPEO3, BPOXAEHHAA TYroyxoCTb, NApUHIO-

Mansauna, BPOXAEHHAs [AMCMNasus Ta300e[peHHbIX CyCTaBOB,
BPOXAEHHAsA MayKoMa, n1arodtanbM, BpOXKAEHHbIE MTOPOKMU CEpA-
ua, runocnaaus [28, 34, 37, 38].

Ewe oAMH wuHTepecHblit acnekT nabopatopHoro o6cnefo-
BaHWA — wn3ydyeHue Tenomep. MIMeHHO Tenomepam oTBOAUTCH
CyLeCTBEHHAA poJib B nartoreHese CTapeHus. «30M10TbIM CTaH-
LAPTOM» OLLEHKN UX BAWHBI ABNAETCA U3MEPEHWE TEPMUHATIBHOTO
pecTpuKunoHHoro dparmeHTa (TP®). 06HapyKeHo, 4To y naum-
€HTa C HeOHaTaNbHbIM MPOTrepoOUAHbIM CUHAPOMOM AnuHa TPO
He 0T/IMYanacb OT TaKOBOW Y 3[0pPOBbIX A€TEl, a Npu nporepum
XatumHcoHa—uncopaa Habnogaetcs ykopoderune TPO [39, 40].

MporHo3 pna *wu3uum npu cuHapome BupemaHa—PayteH-
wTpayxa HeGnaronpuaTHelii. o pasHbIM [JaHHBIM, CpeAHsAs
NPOAOIKUTENBHOCTb JKMU3HU MALMEHTOB COCTaBAsAeT OT 7 Mec
L0 2 NeT, OfHAaKO B NUTEpaType NpUCYTCTBYIOT ONMUCAHMA nauu-
€HTOB MOAPOCTKOBOTO BO3pacTa, a TaKXe OfHOr0 nalueHTa
27 net [36]. Mo paHHbeiM T. Rautenstrauch v coaBT., BHeWHMiA
BWJ, C BO3PaCTOM OCTaeTCA HeUu3MeHHbIM. llalneHThl yalye Bcero
noru6alT OT CENCKUCa, BbI3BAHHOTO aCNUPALMOHHON UK bakTe-
puanbHoii NHeBMoHMel [41].

ANODEPEHLUANBHAA AUATHOCTUKA
IuddepeHumanbHas guMarHoctuka cuHgpoma BupemaHna—Pay-
TEHWTPayXxa MMeeT MNPUHUUNWANLHOE 3HAYEHWE, NOCKONbKY
NaLMeHTBl, POXKAEHHbIE C NPOrepOUAHbIM (DEHOTUMOM, HYXKAA0T-
csl B 0COObIX TepaneBTUYECKMUX MOAXOAAX C CAMOr0 POXAEHUS.
Bonee Toro, paHHss Bepudukauus 3abonesaHus HeobXxogMma
ANsi NPOrHO3a TeYeHus 3a60NeBaHNs, METOLOB JIeYEHUS 1 onpe-
JleNleHnsa AanbHenlen TaKTUKKU BeleHna nauneHTa.

Mporepus (cuHapom XatumHcoHa-Tmndoppa)

HanGonee uyacto, no AaHHbIM 3apyGexHoi nuTEepaTypsl,
onddepeHumanbHy0 LMAarHOCTUKY HeOHaTaNbHOrO Nporepouns-
HOrO CMHAPOMA MpPOBOAAT C CUHAPOMOM XaTyMHCOHa-Tun-
tdoppa (mabn. 2). 30 pepkoe reHeTuyeckoe 3aboseBaHue
U3 rpynnbl JaMUHONATMIA, aCCOLUMPOBAHHOE C MyTaLlueil B reHe
LMNA, xapaktepu3yloweeca npexneBpeMeHHbIM CTapeHueMm.
Hacnepayetcs no ayToCOMHO-AOMUHAHTHOMY TUNy [42].

B oTnnume oT HeOHaTanbHOro NPOrepouAHOro CUHAPOMA,
npu nporepun XatumHcoHa-lundoppa OTCYTCTBYeT 3ajepi-
Ka BHYTPUYTPOOHOrO pasBUTUSA, @ NPU POXAEHUU AETU UMEIT
HOpManbHble Macco-pocToBble nokasarenu u deHoTun. MNepsble
KNMHMYECKME NPU3HAKM CHHAPOMA OTMEYaloTCs B BO3pacTe
1,5-2,0 neT 1 BKIIOYAIOT TAXENYI0 3aAepXKy pocTa u petu-
LMT Macchl Tena, nporepouaHbie YepTsl nuua (npeobnagaHue
MO3roBOT0 4Yepena Haj JULEBbLIM, WUPOKUIA N06, KNOBOBUA-
HbIil HOC, CKYYEHHOCTb 3y0OB), reHepasu30BaHHyl0 JUMO-
AUCTPOdUIO, YHUBEPCANbHYIO anonewuuto, CKIepoAepMonofo6-
Hble U3MeHeHusa Koxu [43].

Mpu nporepun oTMeYaeTCA Nporpeccupyloliee pa3BuTue are-
pOCKNepo3a, AUCAUNULEMUY, TUNEPXOSIeCTEPUHEMUN, BO3MOXK-
Hbl HAapylWeHWs YreBoAHOro obMeHa [43, 44].

CpepHsAs NPOAOIKUTENbHOCTD XWU3HW NALMEHTOB C CUHAPO-
MoM XatumHcoHa-Tundoppa — 13-14 net, @ OCHOBHbIMU MpHU-
YMHAMU CMEPTU ABSAIOTCA HapyLWEHUs PaboTbl CepAeYHO-CoCy-
LWCTO CUCTEMbI, TaKMe KaK UHDAPKT U UHCYNLT [44].

Cunppom MapdaHo-nporepouaHoi
nunoauctpocgum
Y nauueHToB C cuHapomoMm MapdaHa Bcneacteue MmyTa-
UM B 3K30He 64 reHa FBN1, kak u npu cuHapome BupgemaHa-—
PayTeHwTpayxa, 0TMeYaloTCsA 3afepiKKa BHYTPUYTPOOHOrO pas-
BUTUA, BPOXAEHHAsA Nunoruneptpodus, nporeponiHele YepTsl
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! syndrome) [30-36, 42-50]

Buaemana—Payrenmrpayxa) [30—36, 42—-50]

Table 2. Differential diagnosis of neonatal progeroid syndrome (Wiedemann—Rautenstrauch

TaGAI/lHa 2. LXI/I(i)(i)CPCHI[I/IQI AbHAaA AMATHOCTHKA HEOHATAABHOI'O Hp()l’Cp()II,\H()F() CHH,\p()Mﬂ (CPIH,\p().’\I}l

CuHppOM/xapaKTepucTUKa CuHppom Cunppom Mapdaro- CuHppom Cunppom
Bupemana- XaTtunHcoHa- nporepouaHas DoHTeiHa Cekkens
PayteHwTpayxa Tundoppa aunopucTpopus
len POLR3A, POLR3B, |LMNA FBN1 SLC25A24 ATR, RBBPS,
POLR3GL CENPJ, CEP152,
CEP63, NIN, DNA2,
TRAIP, NSMCE2
Tvn HacnepoBaHusA AyTOCOMHO- AyTOCOMHO- AyTOCOMHO- AyTOCOMHO- AyToCcoMHO-
peLeccuBHbIi NLOMUHAHTHbIV peLeccuBHbI NOMUHAHTHbIN peLeccuBHbIi
3apepKa BHyTpUYTpOOHOTO + - + + +
pa3suTua
MocTHaTanbHas 3agepka pocTa |+ + -
Deduunt maccol Tena + + +
BpoxpeHHas nunoguctpobus |+ + + - -
MporepounaHblie YepThl AnLA + + + + +/-
3y6oyentocTHble aHoManuu + + + - +
HapyweHua muHepanusauum + +/- - + -
KocTe
KocTHo-cycTaBHble HapyweHua |+ +
3abonesaHus -/+ —/+
CepheyHO-COCYAUCTON CUCTEMbI
[PbiXu - - - -
3aboneBaHus fblxaTenbHO - - + -
CUCTEMBI
Ocbranbmonoruyeckue - - + - +
HapyLeHuns
Matonorun movyenonosom - - - + +
CUCTEMbI
HeBponoruyeckue Hapylwenus |+ - + + +
Hapywenus yrnesogHoro - + - - -
obmeHa

Auua (LWMpoKKid, BbICTyNawwWwmit 106 (KpaHMOCMHOCTO3); TOHKas,
TMNepnUrMEeHTUPOBAHHAsA, MOPLWMHNACTAA KOXa; runonnasus
cpefiHelt U HUXHEN TPeTu Anua, KIBOBUAHBIA HOC). [laHHble
nauueHThl TaKKe He MMeloT MeTaboNnyYecKMX HapyLeHuil yre-
BOAHOTO o6MeHa. OTiMuuTenbHoil 0COGEHHOCTBIO ABAAIOTCA
YacTU4Hble NposBAeHWUs cuHApoma MapdaHa, Takmne Kak ycKo-
peHHblit pocT (npu Taxenom fAeduuuTe Beca), paclumpeHue
KOPHA aopTbl, NMponanc MUTPANLHOrO KnamaHa, BPOXAEHHBINA
BbIBUX XPYCTanuKa, 61M30pyKoCTb, AehopmMaLims rpynHON KneT-
K, auadparmanbHble U naxosble rpbixku (maba. 2) [45, 46].

YuutbiBas cxoxue (EHOTUMUYECKUe NpPU3HAKK, B 3apy-
GexHoN nuTeparype cuHapom MapdaHa ¢ MyTauueit B IK30He
64 reHa FBN1 npuHsto 0603Hauyath, Kak cuHgpom MapdaHo-
nporepougHoi aunoguctpodun [45, 46].

MporepouaHbin cuHapom PoHTelHa
CuHppom QoHTeitHa — opdaHHOe ayTOCOMHO-FOMUHAHT-
Hoe 3aboneBaHuWe, Bbi3blBaEMOE MyTauusAMU B reHe SLC25A24.
MaluMeHTbl XapaKTepU3ylTCs TAKENON 3a[epXKON BHYTPUYTPOO-
HOr0 pa3BUTUA, NOCTHATANIbHON 3HAUYUTENbHOW 3afePXKOW pocTa
1 geduuyutom Beca. C poxaeHUs MMEIOT NPOrepouHbIe YepThl InLA:

TPeyrobHOE ANLO, WMPOKWMIi 106 U ManeHbKas rofoBa C Npexae-
BPEMEHHBIM 3aKPbITUEM YEpEnHbIX LBOB, HU3KO MOCAXEHHbIE YLLK,
pefKue BOJOCH Ha roN0Be, MUNONNA3NPOBAHHAA CPEAHAR U HUXK-
HAA TPETW NKLA, TOHKAA MOPLLMHUCTAA KOXa, KNIOBOBUAHBIA HOC,
ManeHbKUii poT; runomnnasns 6oNblWMX NoNoBbIX ry6/MUKPONEHUC
1 KOPOTKME fucTanbHble anaHru nansues. Kak u npu cuHppome
BupemaHa—PayTeHWTpayxa, TUNUYHLI BPOXAEHHbIE 3yOHbIE aHO-
Manuu, NpoABNALLUECA ONUTO- AN MUKPOAOHTUEN, U HApyLLIEHNS
MUHEepanu3aLmumn Koctel, C BO3PacTOM NpOABAAIOWMECS TAKENOM
ocTeoneHwuei n octeonoposom (mabsn. 2) [47].

0TIMYnTENbHON O0COBEHHOCTbIO MPOrepOMAHOr0 CUHLPOMA
®oHTeiliHa ABNAITCA TeHepaNn30BaHHbLIA TUNEpTPUX03 nuua
W Tena, TAXENble BPOXAEHHbIE MOPOKU Pa3BUTUA CEPLEYHO-CO-
CYLMCTOW U LbiXaTeNbHON cuctem [47].

B 3apy6GexHoit nnTepaType TakiKe onmucaHbl NOX0XKMUE Ha CUHJ-
pom QoHTeiiHa 3a6oneBaHus: cuHapom fopamHa—Yayapu—Mocca
u cuHapom Pappuo. OgHako 6bIN0 [LOKA3aHO, YTO BCE OHU acco-
LMMPOBaHbl ¢ SLC25A24, n3-3a Yero 6binu 06beaUHEHbl B HEOHA-
TanbHbI cHApoM PoHTeiiHa. CyliecTByeT MHEHUE, YTO CUHAPO-
Mbl, OMCAHHbIE PaHee, BEPOATHEE BCETO, MOTYT ABNATLCA Gonee
nerkumu hopmamu 3toro 3aboneBaHus [48].
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Cunppom Cekkens
Ha Haw B3msg, anddepeHumanbHylo AMarHOCTUKY chnegyeT
TaKe NpoBofuTb U € cMHApoMoM CeKKens, BXOAALMM B rpynny
HacneaCcTBeHHbIX 3a00N1eBaHMit C NPU3HAKaMU NpexeBpeMeH-
Horo cTapeHus (mabs. 2). 3T0 peKoe ayTOCOMHO-PELeCCUBHOE
3aboneBaHue, xapakTepusyolieecs BHYTPUYTPOOHON 3apepik-
KOW poCTa, MuKpouedanueid u YMCTBEHHON OTCTaNnoCTbiO.
CuHppom ceasaH ¢ myTauuamu reHoB ATR, RBBPS, CENPJ, CEP152,

CEP63, NIN, DNA2, TRAIP n NSMCE2 [49].
®eHoTun cuHapoma CekKkens He ABASETCA MPOrepoMAHbLIM,
OJHAKO MMEEeT C HUM MHOTO CXOXero: npe- M NocTHaTanbHas
3ajepiKa pocTa, TAXenblii aeduumnT Macchl Tena, Mukpouedanus
C paHHMM 3aKpbITUEM YepernHbiX LWBOB, PeAKWUe BONOChI, KIOBO-
BUAHbIA HOC, HU3KO NOCAXEHHbIE YILIW, MaNE€HbKUIA POT N MUKPO-
rHatMa. Y nauueHTOB OMUCaHbl HapylweHWe 3y60YentoCTHO
cucTeMmbl (ONIUFO- UM MUKPOLJOHTUSA), pacluenuHa Heba, nopo-
K pas3BuTua ckeneta (BpaxvpaKkTWUAWs, KAUHOLAKTUIMS, CKO-
nno3). B nutepatype npucyTCTBYIOT €AMHUYHbIE OMUCAHUSA

Bknap asTtopos / Contributions

MOPOKOB CEPAEYHO-COCYAUCTOMN, IHAOKPUHHOI, KENYAOYHO-KU-
weyHow cuctem [49, 50].

JIEHEHUE

Ha cerofHsAWHMIA i€Hb NPU HEOHATANIbHOM NPOrepPOMAHOM CUHA-
pOME BO3MOXHbI TONbKO CKPUHUHT U KOPPEKLUUSA OCIOMKHEHWUIA.
MaTroreHeTMYECKOTO NIeYeHns He pa3paboTaHo, OAHAKO CylecT-
BYET NEPCNEKTUBA FEHHOI Tepanuu faHHOro 3a6oneBaHus.

3AKNKOYEHUE

YyuTbiBas BapuabensHOCTb KAMHUYECKUX MPOSIBAEHUIA MpU HEo-
HaTasbHOM MPOrepouaHOM CUHAPOME U TPYAHOCTU AuddepeH-
LManbHOM [MArHOCTUKM, ONUCAHUE HOBbIX KINMHUYECKUX CyYaes
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HbIX 3a60/1€BAHNIA, KaK CUHAPOMbI NPEXAEBPEMEHHOTO CTapeHus.
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