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YKpPauHCKUI UHCTATY T KIMHUIECKOM tenerukn XHMY
XaprKkoBCKHH MCKOOTACTHQOW CMCTIMANU3NPORAHHBITH
MCAMKO-TCHCTHUCCKHH LICHTP-UCHTP PCAKHX
(opdauurx) 3a0oIepanuit

(r.Xapnron, Vrpanma)

Pestome. Hocmanoska npobaemsl u ee 3Haderue. UszyvucHue ocoGeHHOCHCH MeYeHUA npo2epull NpU YCI06Ul Co-
UeManis ¢ 11ed0CmamoinnCmein MemuLetmepazuopoporampeoykmasol KaK CcamoCmosmenssilo20 SAU2eNemuecko?o
sabonesanus. 3uauenue makoeo poda cunmponuu, uzyuaemoco nanu ¢ 2007 coda (EA. Tpevanuna u cous., 20082.)
NO360J5ICTI PACUPUME  ACCOPIMUMENT CUMIMOMAMUYCCKUX  GUA0E TCYCHUS, NARPUGLCHOZO NU  1OPMUAUIUYUIO
INULCHEINUYECKO20 CINAIMYCd.

B nacmoswce epema éce yauje HabaOAeMcaA HEHOMEH CURMPONUL, KO20d ¥ 00H020 BOALHOLO SLIABIAI KOH2N0-
Mepam Gonesitenl, KaNcodas 13 KOMOopeIX GILOCUM CROTL GKIAA & Peanu3ayiio KIWLUaeckot Kapmuibl RAmoi02ui, 4ino
epedko 3ampyousem ceoespenennyio ee ouasnoemuxy. [1ouck u oyenxa snueenemuueckux Mexanusmos, Memaionu-
HCCKUX NAPYWENUU APU MONOZCNIOE RAMOLOZUY, VIROLICIIUC UX XAPAKINCPA NO3GONLION PUIPADOMAIME UHOUGCLIVALb-
HYH0 MAKINUK)Y 6C0CHUA OOTbHOIU ¢ YY4eNoM 8biA8ACHHbIX HAPYIUCHUIL.

B pabome npedcmasaen penomern cunmponuu - coyendanue cunopoma Lemuuncora-Lungopoa ¢ 2unepeomouucine-
uneMiedl, 1edoCManoiioCHsio MemMILIeMempazruopogorampeOVKkmasal, NApYUIeIUeMs TURUOIL020 00 MeNd i 6MOpPILL-
1ot mumoxondpuaabiott ouchyuryuen. Conemanue npozepuud 0emceko2o 803pacma ¢ HedoCmAmouloCmpio  MemuLe
WmempazuOpoQoIumpeOyKma3ol, KUK CamMoCmosimeibiioco Jnueencmuseckozo saboiceanus (C.D. Allis el all, 2010),
2unepeosoyicmenremieli, HapyueHuem IUNUOHO20 il SHEeP2eMUUCCK020 00MeHd npedcmaeieHo ¢ Hawel pabome.
Paspabomannoiii unOusudyaibuaiit N00X00 K 6edenuto DOALHON ¢ NOZUYUU INULCHENUYECKUX MEXAHUIMOE, JeHCAUUX
8 OCHOGe  PA3RUINUS 3AN0NERANUSL, NPOCENENIAS] KOPPERWUSL RbIARLEIIBIY MEMADOAULeCKUX HAPYULeIIUE NO3ROIUAU
0CIADUMb KAULUYECKUE HPOAGICIUs. 3a000e6aTusL, 3AUUMENbIO YIVHUWUMD KALeCmaEo JICUINU DOIBIL020 1 CeMbU.

Kamwueswvie cnosa: cundpon emuuncona-Luidopoa, npexcoespemennoe cmapernue; mymayui G608G 6 zene LMNA;
11€00CMAmoUIOCHe MEMULENMEMPAZUOPOPOTAMPEIYKIA3LL; PenoMel CUNMPONLIL INULENEMULECKAS NAMONOZUA.

Beenenne

llporcpiis - pcakoc HACICACTBCHHOC 3a00JCBaHKC
M3 TPYNObl OHKOPCHCTHYCCKHX CHHIPOMOB, Xapak-
TCPUBYKMICCCA MPCKIOCBPCMCHHBIM cTapcHucem [1].
Brinensiior acTekyw nporcpui (cuHgpoM letumHCcO-
Ha-I'madopaa) v nporepuro B3pocnsix (cuHapov Bep-
Hepa) [1, 2]. 3a0oncBanuc y ACTCH BOCPBBIC OMUCA]
J.Hutchinson B 1886r |8]. llosixe H. Gilford uzyqmna
KAMWHUKO-MOP(ONOTHIecKHe OCOOeHHOCTH DTOW na-
TOJAOTUH U BBCI TCPMMUH «mporcpus» [9, 10]. YacTto-
Ta cuEApoMa lctumHcona-l'undopaa ot 1:4000000
HoBOpOXkAeHHBIX (Huaepnawaw) no 1: 8000000
(CLIA). B nuteparype onucano 132 ciyvas CUHIPO-
Ma. COOTHOUIICHUC MaNlbiUKOB U AcBodck 1,2:1 |2,12].

JeTckast nporepus y 60JIbIWHCTBA DOIBHBIX TIPOSB-
ACTCS Ha 2-3-M TOIy JKH3HU, HO BO3MOXKHA MaHU(CC-
Talud B ¢ poxaAcHHus. Pc3ko 3aMcanacres pocT pcOCHKa,
OTMEHAKTeS aTpOhUUECKHE HIMEHEHUS AEPMBI, MOA-
KOKHON KJICTUATKH, 0COOCHHO HA JIULC, KOHCUHOCTAX.
Koxka HCTOHYACTCA, CTAHOBUTCS CYXOU, MOPIIMHUCTOH,
Ha TYJOBHUIIE MOTYT OBITH CKIEPOAEPMONIOIO0OHBIE OHa-
rd, y4actku runcpourMcHTauuu. CKBO3b HCTOHUCH-
HYH KOKY IIPOCBCHUBAIOT BCHBI [12].

Bce meTw mOXokH ApYyr Ha apyra. XapaxTepeH
BHCIWHUE BUI OONBHOrO: 001bIAS FOJ0BA, TUNOTPHU-
X03, BRICTYTAKINUAC JOOHBIC OYTpbl HAZ MAJCHBKHUM
320CTPEHHBIM (KITUYBHM») JTHLUOM C KITHBOBUAHBIM
HOCOM, HMIKHSS YCNKOCTb Hcaopa3suta. Hadmawo-
JAIOTCS TAKKC aTpodus MBI, AHCTPO(UICCKUC

TIPOTIECCE B 3y0ax, BONOCAX 1 HOTTAX, OTMEUarTCsS
W3IMEHEHUS KOCTHO-CYCTaBHOTO anmapara, MHokap/na,
THTOTITA3HUS MONORKIX OPTAHOR, HAPYNIEHUE KUPORO-
T0 0OMeHa, MOMYTHEHNE XpyCcTaInka, aTePOCKIepos.
VYMcTREHHOE Pa3BUTHE COOTRETCTRYET BO3PACTY, HO
Ha TIO3JTHUX CTa/IMAX 3a0onepanns Ha PoHe pacmpo-
CTPAHEHHOTO aTE€POCKIEPO3a BO3MOXKHO Pa3BUTHE
WHTENTeKTyaThHO-MHECTUYECKNX Hapyimennit [4,57.
MHuoTHEe TIAIHUEeHTH UMEIOT BRICOKHI WHTEIIIEKT,
BonkmmHCTBO crliydyaew MaHUpecTHpyeT B  pe-
3yImhTaTe€ TOTEYHKIX CMOHTAHHBIX MyTarnui. B 2003
Toy ORLTO jIOKa3aHo, 4YTO TmpwWuuHa 3adonera-
HUS - TOUEUHas MyTalus B TeHe mavnHa A LMNA
(1q21/2). MyTanust TPWROJIVT K HapYNIEHWFO chnaii-
cuHra, B pesymrrare MyTanvM BO3HHKAIOT Hapymie-
HIIS, KOTOPBIE MPUBOTAT K HAKOTINEHMIO TIPOTEPHHOR
B HyKITeoTIa3vie, HecTabThHOCTH MEMOpaHhl: Hapy-
TraeTcsT ee TENOCTHOCTh, MOSRISITOTCS XapaKTepHbie
BRIMTAUYNBAHNSA, YREITHUNBAETCA €€ IMOPUCTOCTh, Ha-
pymaeTcs HOpMalIbHOE JieNenue, yckopseTcsa rubens
xmeTok [6,7,11]. Opranusv mepecraer pacTw U Te-
psieT cmocoOHOCTh 3aMEeHATh OTMUpAONINEe KIeTKN
HOBBIMU, HTO TIPUROJUT K YCKOPEHHOMY CTapeHui.
B kIeTkax xKO¥W GOTBHBIX 00HApYKeHB HAPYNICHUS
penaparmm JIHK w kTowHmuporanms ¢GudpobiacTor,
a Takke aTpodudeckwe WIMeHEeHHS AMHAepMuca u
JIEPMBI, HCYE3HOREHNE MONKOKHONM KaeTuatku [4,5].
Y BONBHEIX BRICOKHIT PHCK PAa3RUTHS 3:T0Ka¥eCTBEH-
HBIX HOBOOOpa30RaHWI - ocTeocapKoOMEI, paka THTo-
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BUAHOMU JKCIAC3bl, MCIAHOMEL K APYTUX HCOMIACTUUCC-
KUX npoucccos [3].

1 [pOOOT/KUTCABHOCTD JKW3HU - 0T 7 10 27 acT. 3a rog
pcbeHox crapeer Ha 7-10 IcT LOIBIIMHCIBO OOIbHBIX
norubarT 0T ATCPOCKICPOTHHCCKUX — OCIOKHCHUH U
3]0Ka4CCTBCHHBIX HOBOOOPA30BaHK [5]. MHOTOMUCICHHBIC
UCCICOOBAHUS HAIIPABICHBL HA MOUCK BO3MOXKHOCTU OCT4-
HOBUTD DTO MPOTPCAMCHTHO TCKYLICC 3a0071CBAHNC, OAHAKO
OHH NOKA CLUC MOKA HC YBCHHAIUCE YCIICXOM.

LenbuccrnefoBaHUA - H3yHCHUC OCOOCHHOCTCH
TCUCHUS MPOTrCPUU MPH YCIOBHU COMCTAHMS ¢ HCOO-
CTATOYHOCTBHK MCTUICHTCPArdaApooIaTPCeayKTa3hl
KaK CAMOCTOSATCIBLHOTO DIUICHCTUYCCKOTO 3a000CBa-
HUs  Ang pazpadOTKU aACKBATHOM CHMMOTOMATHYCC-
KOH KOPPCKIUY.

Martepuanbl 1 meToAabl

O6cncaoBano 7072 00ABHBIX ¢ DOTO3PCHUCM HA
HACICACTBCHHYK) MATONOTHI0, CPCAM HUX BBISIBICHO
370 ¢ pazaduHbiMH POPMAMM  XPOMOCOMHBIX U
MOHOICHHBIX 3a0oiacBanuii. B »Toi rpymnnmc na-
LUMCHTOB BbIABICH | ciydail ACTCKOH mporcpuu,
yrayOmacHHOC  00CICAOBAHUC KOTOPOH NPOBCACHO

HAMU € UCIOJNb30BAHUCM KIACCHUHCCKUX MCIOA0B U
COBPCMCHHDIX TCXHONOTHI B COOTBCTCTBUH € PCKO-
vcHaauuamu L. Hudgins ct all, 2014.

PeaynkTaTthl M 06cyxaeHne

llauncutxa U., 4,5 net Obl1a HampaBncHa B Xapb-
KOBCkMH LICHTp peaxkux 3a00NCBaHUE A% YTOHCHUS
NUArHo3a U BolOOpa nalibHCHLLCH TakTukW BeacHus. Ha
MOMCHT O0pAILCHHUS OPCOBABIAIA KAI00bL HA 3aACPK-
Ky (PUBUMCCKOTO PA3BUTHSL, PCAKUC MYNIKOBBIC BONOCHL,
MC/ICHHDIH POCT BONOC, HACTLIC HOCOBLIC KPOBOTCUCHMUS,
BLIPAKCHHYX) BCHO3HYIO CCThb HA TFOMOBC U TCIAC, MyJb-
CHUPYIOIIUEL OOIBIIOE PONHUYOK, CYXOCTh U WICIYIICHUC
KOKM B OONACTH JKHBOTA M TPYAHOH KICTKH, CKICPOTU-
HCCKUC M3MCHCHMS KOXKH JKMBOT4, HOT, OTCYTCTBHC NOJ-
KOJKHO-)KHPOBOLO CII0s, IC(OPMALHIIO HOTTCBhIX [LIACTHH
Hd cTOMaX, OOMH B CYCTABAX, HCAOCTATOUHYK) TPHOABKY
MACChI TC1d, HUZKUH POCT.

AHavHe3 mu3HY U 3a00.1cBanust: bonpHA ¢ poskacHus.
Poaunack B cpoke 40 Heacnb, Bee npu poskcacHuu 2300,0
rp, poct 52 c¢Mm. llcpuoa HOBOPOXKACHHOCTH MPOTCKAN
mIaaxo. Jlo 2 MCCSLCB pa3BUBANach COOTBCTCTBCHHO BO3-
pacty (puc.1-2). C 3 meesiua JU3HU ObLI0 OTMCHCHO OT-
CTABAHMC B (PU3U'CCKOM PA3BUTHU PCOCHKA.

Puc. 1. MNaumneHTKa B nepnoge HOBOPOXKAEHHOCTHU

K 3 MccamaM mosBUNIAchk OTCYHOCTH HOT U KHBOTA4,
BBIpAXKEHHAa THINMOTOHUSA, CUMIITOMOKOMIINIEKC «BSANOT0
pCGCHK‘d», nJIoxo Ha()upana B BCCC, MOABHUNHNCH H3MCHC-
HHUA KOXKH, KOTOPBIC HAYA.TUCh B 00NIaCTH KHUBOTA U MO-
CTEIMEHHO PAaCIpOCTPAHUIUCH HA HUKHHE KOHEYHOCTH.

™

Pwuc. 3. MopamxeHune koxm KnsoTa
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Puc. 2. MauneHTKa B BO3pacTe 2,5 mecaua

K 4 mcesiuaMm yMcHBIIATACH OTCYHOCTb HA HOTAX,
KOKa HANOMHUHATA «JIUMOHHYK KOPKY»., NMOSBUIOCH
IWCNYUICHUC M TPCLIMHBL KOXH B 00J4CTH KHUBOTA.
Koxa ctaia TBcpaoi, OnccTsuici, HATIHYTOI, Hamo-
MHHATA «TTaHUAPb» (puc 3-4).

Puc. 4. NopaxeHne Koy HUKHNX KOHEYHOCTEN
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beCcnoKoun MOCTOSHHBIE 3YyA KOMKU, HNOSBHIOCH
OccmoKOHCTBO peOCHKA.

B Bo3pacTe 4 MCeaUCB Obl1 YCTAHOBIACH AMATHO3:
Cuctemnas ckiacpogcpmus Kpucta-CumcehHca. llpo-
BoAMMAas Tepanus - 0¢3 H(pderTa. 3adoncBanuc npo-

-

TCKATO NPOrPCAUCHTHO. B mocacayowem Hapactanu
KOJKHLIC HM3MCHCHHS, MCUYC3Id NOAKOKHO-IKUPOBAS
KJICTHUATKA, [OSABUJUCH BBIPAIKCHHBIC CKICPOTHUMCC-
KUC M3MCHCHUS KOKM, BBIPAJKCHHAS BCHO3HAS CCTh
no sceMy Teay (puc. 5-7).

Puc. 7. CKnepoTuyeckme U3MeHeHUsA KOXU XUBoTa.

Ho 2-x net Boaocwt Oblan Toukuce u peakuc. Io-
CIIC CTPHIKKH BOJIOC - PC3KO 3a4MCIIMICSH UX POCT
(puc 8). Tepauuns 6¢3 rddekra.

Puc. 8. l'mnoTpnxo3, TOHKNe NyLIKOBLIE BONOCHI,
BbIpaXe@HHasi BEHO3HasA CeThb.

ITa douc Tepannu y pedceiika NOABAINCH HOCOBLIC KPO-
BOTCUCLUA. 11py MaNCILLCM LIOBPCIKUCIIMY KOKU PALId 1ON-
10 HE 3aKuBalia. Yacro 60.10/1a OCTPEIMU PCCLLUPATOPHLLMU
3aboacBanuamvu. B Bospacte 2 ropa 2 Mecsaua mepelcecnia
auruily, sarem Opouxut. Llocie saboucsaiins crazio douee
3aMCTHO OTCTABAHUC B (PU3KHCCKOM PA3BUTHU.

I[Tamu npoBeacu  MOICKYAAPLO-TCLUCTUYCCKNAM
AlAAM3: MCTOLOM IIPAMOIO aBTOMATHYCCKOLIO CCKBC-
HUPOBAHUI UCCICLOBAHA BCS KOUUPYIOWAS LIOCICIO-
Bateasuocth rena EDA, MyTauun B KOTOPOM NpUBO-
JAT K PA3BUTHUIO DKTOUACPMANLIIOH ANIHAPOTHUCCKOM
AMCIL@3UN HC 3aPCIUCTUPOBAHbBI. BbliU BbIBICHbI
mytaunn G608G B rene LMNA u MTITFR 677TT.
Anains  noauMopPU3IMOB,  ACCOUMUPOBALILIX €
TpoMOoPuIMECCKUMY COCTOSHUSIMY, YCTAHOBUIL 1'C-
unotun: F IT 20210 (nopmansuasg romosurora) GG FV
506RR (1opmaibias romosurora) PAl 1-675 5G/5G
(HOopmalbHas romozurora). Axanuz uwouumopdus-
MOB, 4CCOLUUPOBALIILIX C APTCPUAILUON FUOCPTCIL-
3UCH M MILGAPKTOM MMOKApUd, YCTAILOBHI I'CHOTHLL
AGT I 174 Tl (nopmaiibhas romosurora), AGT 11
235 MT (anacnn pucka).
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lIpu ocmotpe B Bo3pacte 4,5 net B peHoTrnc odpa-
L[ATI0 BHUMAHHUC: OTCTABAHUC B (PUBHUCCKOM Pa3BUTHH
(Bcc - 10 xr, poct- 91 ¢M), Pec3KOC UCTOHUCHHMC MOA-
KOJKHO-JKUPOBOH KICTHATKH, TOHKas, CyXasd, HaTAHY-
Tas KOKa, BBIPAKCHHDLIC CKICPOTHMHCCKUC M3MCHCHHUA
KOXH, MUIFMCHTHBIC MATHA, OPCOONAndHUC MO3TOBOrO
CpCHa Had JIMLCBBIM, [YNBCHPYIOMUNA 0OIbIIOH poI-
HUYOK, MAACHLKUHU KIWBOBMAHLII HOC, MUKDOTHATHA,

Puc. 9. PeGeHokK B 4,5
roga Ha MOMeHT oGpalleHnsA
B LleHTp

P010CTORHAS OTATOIIEHA MYTETHOAKTOPHATRHON
MaTONOTHEN.

BuoxmMmudeckuit aHanmWi: KpPoBH: TIOKo3a- |,
TpuTauIepusnel - 11, merownas pocharaza - N, 00-
muit xonecrepud - N, ACT- 11, apyrue O6HOXHMH-
JecKHe MoKazaTeln B Ipedenax pedepeHTHBIX 3Ha-
geHwnit. JlakTat KpoBu- T.

JlunuaorpaMma:  TPULIUIEpUIbi-N, XoJecTepuH-
11, xonectepun JIBI1- N, xonectepun JI[TH- T 1, xo1ec-
Tepwr JIOHII-1, koaddunmenT ateporeHHoCcTH- 117,

MuKpOITEMEHTE KPORH - B Tpejedax pedepe-
HTHBIX 3HAUeHWH.

Hccneyopanne MOUM METO;IOM Ta30BOH XpomaTorpa-
thur/vace- CreKTPOMETPHH: BBISBIEH POCT TPUOKOR M
mpoxckedt B JKKT; MeTabonnToB COeTHHHTENBHO TKAHH.

l'omomnucTenn xkposn — T 1,

Y3U BHYTpPEHHHWX OPTAHOB: YMePeHHas renatome-
ranus, peakTHBHEIE H3MEHEeHHUS TTapeHXUME MeYeHN.
[Tepern® sxenanoro nmyswipg. [Mpusnaku JI2KBII.

V3W nouek: melerujIHbIE JJOXaHKU. MeTabonu-
JeCKWe WIMEHEHUs (BKIToueHus |,3mwm).

Ha ocworanmm xano0, aHavHesa, JIWHAMWKH
pazBuTHST  3aDONERaHMSA, ocobeHHocTel  (heHOTH-
ma, JAaHHBIX KIWHUKO-TEHeamoTHYeCKOTo aHau3a,
JTOTIOTHUTERHBIX METOJIOR HWCCITEIORaHNs, y pedenka
YCTaHOBIEH Juarros: Ilporepus - cunjpom [eTumH-
cona-I'mndopna. Imurewernueckas Oone3wb - Helo-
CTaTOTHOCTH METHIEHTETPArHPodoTaTPETyKTA3H,
[mneproMorucTenHeMus. Hapymienwe THMHIHOTO 00-
MeHa. Bropuunas vuToXoHApHATBHAA AUCHYHKIINS.

Araausupys  DEHOTHNMHUECKWE  TIPOSBIEHNA,
MBI OTMETHITH HaduuWe Kak (eHOTHmHTecKo#, Tak
H TeHOTHTIHYECKOW CHHTpomun: y pebeHKka ¢ Kiac-
CUIeCKNUMH TPHU3HAKAMU MPOTEPUH WMEITHW MeCTO
BRIPAKEHHBIE TPOSBIEHUST HEJIOCTATOTHOCTH METHI
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Puc. 10. U3aMeHeHUe KOXN HMKHUX KOHeY-
HOCTeW, MUKpOaHrnonaTusa cron Ha ¢poHe
Bblpa)XeHHOW BEHO3HOW CeTU No BceMy Teny.

JCTKUHA YK30()TANBM, PCAKUC IYLIKOBLIC BOJIOCH! HA TO-
J0BC, PCAKHC PCCHUUDI, BLIPAYKCHHAS BCHOBHAS CCTD
HA FOA0BC, TYNOBUIIC, KOHCHHOCTAX, LUCTPOGOUUCCKUC
U3MCHCHUS HOT'TCH, y3Kas TpyaHas KICTKA, CKICPOTO-
YCCKMC U3MCHCHHUS KOMCH SKHBOTA, HHIKHMX KOHCHHOC-
TCH, Achopmaumnst roscHed coxa valga, BbIpakcHas
MUKPOAHTHONATHS CTON Ha (POHC MPOCBCUMBAKLICHCS
COCYAMCTON ¢CTH Ha BeeM Teqe (puc 9-11).

Pwuc. 11. BelpakeHHble
CKIepoTU4YecKne N3MeHeHus1
KOXW XKMBOTa.

eHTEeTparuaApooIaTPeTyKTa3hl, COCPETOTOTEHHRIE B
OCHOBHOM Ha 0CODEHHOCTIX COCY/M0B — MUKPOAHTU-
OTIaTHH MOZOLIB, MPAMOPHOCTH KOXH, pacmApeHHbIe
BEHO3HBIE COCY/IBI, PE3KO BERIPAXKEHHBIN NMWaHO3 KO-
HEUYHOCTeH.

C y9eToM BEIIBIEHHBIX MeTaOONNUECKNX H3MeHe-
AW OBITa Ha3HavdeHa KodakTopHas ¥ SHEPTOTPONMHAS
TEpANUsl ¢ YUETOM JUHAMUKH MOKazaTened ypOBHS
OpPTaHHYECKHX KHUCIOT, aMHHOKHCIOT, COCTOSHHUA
CBEPTHIBATONIEH CUCTEMBI KPOBM, TOMOTIMCTenHA, Ha
(oHe TPOBOJUMONH CHUMITOMATHUECKOH Tepanuu B
TeyeHWe MepBOTO MecAlla W B AalbHelueM oTvedeHa
TMOTOXUTEThHAS TUHAMHUKA, YIYIITHICS POCT BOJOC,
YAYUIIUTACE HMACTUIHOCTH KOKH, YMEHBITHIIACH CY-
XocThb. PebeHok MHTEINEKTYATBHO COXpAHEH, TPOXO-
JIUT peaduIuTanue moJa KOHTPOJIEM Bpeua-TeHETH-
xa. JleueHue TPOBOIMUTCS KypcaMH IO KOHTpOIEM
OCHOBHBIX MOKAa3aTenei.

3aknwueHue

(beHOMEeH CHHTPONHUN OBIT 3all0Z03PEH HA OCHOBE
OTeHKH (EHOTHTIa W MOWCK METadONMMUYECKHX Hapy-
IIeHUH TIPOBOANIICS B COOTRETCTBUH C BBISBIIEHHBIMHU
ero ocobEeHHOCTAMU. MBI CKIOHHB NPEeaANoNOXHUTE,
4YTO COUETAHWE TEHETHUYECKOW W JMUTEHETHUECKOH
00JTe3HH B JTAHHOM HAOIIOIeHUN TIPOSBUIOCH Ha
peHoTHTINUECKWX TpPWIHAKaX W TIOIBOJWIIO paszpa-
00TaTh WHIMBW/IYANTbHYI0 TAKTHKY BEICHWS OOIb-
roli. Jas mame TOMYyNSNMHUW Takoe CcodYeTaHue
ype3BeEIYaitHo akTyaleHo. B 2007 roga mam yaanocs
YCTAHOBHUTH BBICOKYIO YACTOTY HOCHTENEH TOMO- W
TETEPO3NTOTHEIX Gopm wmytanmn MTHFR 677TT
(7,04% romonwuroT, 40,7% reTepo3uToT B MONMYISIHH
n 10,1% TOMO3UTOT Cpesi HOCUTENeH pa3THuUYHBIX
ToaIunMoppU3IMOR TeHOR (epMeHTOR honaTHO-MeTH-
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OHMHOBOTO HuKaa) (P.Martanon, L'.I')pcuanuna u ap.,
2008r.). Takaa BLICOKAA 4ACTOTA 3apaHcce TpedycCT
Y4CTd BO3MOIKHbBIX COBHAACHMH HapylIiCHUM (onar-
HO-MCTUOHUHOBOIO LIUKJIA U C XPOMOCOMHOR, U ¢ MO-
HOFCHHOM MaTonoruci. JaHHblc pe3ynbTaTel OyayT
NPCACTABIACHB B CACAYIOWUX NYOJHKALMSX.
Couctanuc cunapoma l'etunHcona-l'vadopaa
¢ HCIOCTATOUHOCTLI) MCTHICHTCTparuapodona-
TPCAYKTa3bl KAaK HNHUTCHCTUYCCKOH OONC3HBIO, TH-
OCPrOMOUKMCTCUHCMUS,  HAPYLICHUC  AUMIUAHOLO

JlitepaTtypa

00MCHA U BTOPHUHAS MUTOXOHIPHANbHAS TUCYHK-
IHA CKA3LIBACTCA HA  MHAMBUAYAILHLIX KIHUHU-
YCCKHUX MPOSIBACHHUAX Yy OonbHblX. PazpaboTaHHblid
H4MU [OAXO0A K BCOCHUK OO0IbHBIX € [O3HLHU
JOUTCCHCTHYCCKUX MCXAaHM3MOB, JCKAIWKMX B Pas-
BUTUM KIMUHUYCCKOH KApTHUHbL 3a007CBAHUA, KOP-
PCKIIUA BEISBICHHBIX MCTA00NMYCCKUX H3MCHCHHU
MO3BONUIH 0CIa0UTL KIMHHYCCKKC TNIPOABICHUA 3a-
0O0JICBAHUS, BHAUUTCILHO YAYUIIATE KA'ICCTBO KU3HH
OOILHOMH.
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BHITAJIOK CHHJIPOMY I'ETYITHCOH-TTLIGOPIA
(MYTAITIA G608G B TEHI LMNA),
ACOIIIIOBAHOTO 3 HETOCTATHICTIO
METLIEHTETPATIIPODOIATPEIVKTA3H
(MTHFR 677TT)

Moaooan JI.B., I'peuanina O.A., I'peuanina FO.b.

Vkpainchknil iHcTATYT KAiniuHOl TeReTHKN
XapkiRchKoT0 HANIOHATLHOTO MeTHYHOT YHIREPCHUTETY,
Xaprkirchknii MixkoGmacHuii cmemniaTizoranuif
Ve/IUKO-TEeHeTHTHHIT TeATP-MeHTp pinkicHmx
(ophanANY) 3aXROPIORANHK
(m. Xapkig, Ykpaina)

Buruenns ocobnurocTeit mepebiry mporepii 3a yvo-
BM MOEHAHHS 3 HETOCTAaTHICTIO MeTilleHTeparipo-
(onmaTpeIykTasu gk caMOCTiifHOTO eNmiTeHeTHIHOTO
3aXBOpIORAHHA., 3JHAUWEHHS TaKOTO POy CIHTPOMII,
mo usvaeThes Hamu 3 2007 poxy (E.S.I'peuanina 1
crmirar., 2008 p.) 10O3BONTE POIMUPUTH aCOPTUMEHT
CUMIITOMAaTUYHNUX BUJIR TIKYRaHHA, HANMPaRIEHOTO Ha
HOPMAITi3allito ETHTEHETHYHOTO CTaTyCYy.

VY jlaruii yac RCe "acTilie CToCTepiTaEThes ¢gero-
MEH CIHTPOTIii, KOMW Yy O;THOTO XROPOTO BUSBIAIOTH
KOHTITOMEpaT XRoPoO, KOKHA 3 AKUX BHOCHUTh CRIN
BKNAJl y peani3anito KIHITHOT KapTWHU TaToNoTii,
MO HEPISIKO YCKITaJTHIOE CROETACHY 1X TIaTHOCTUKY:,

ITomTyk 1 OIiHKA EMTeHeTUTHUX MEeXaHi3MiR, Me-

CASE O HETCHINSON-GILFORD
SYNDROME ASSOCIATED WITH G608G
MUTATION IN LMNA GENE AND
METHYLENETRAGYDROPHOLATE
REDUCTASE INSUFFICIENCY

L. Moladan, O.Grechanina, Yu. Grechanina

Ukrainian Institute of Clinical Genetics
of Kharkiv National Medical University,
Kharkiv Interregional Specialized
Medical-Genetic Center-Center for Rare
(Orphan) Diseases
(Kharkiv, Ukraine)

Summary. Now the phenomenon of synthropy is
increasingly observed, when one patient is diagnosed
with a conglomerate of diseases, each of which
contributes to the realization of the clinical picture
of the pathology, which often makes it difficult to
diagnose it timely.

The search and evaluation of epigenetic
mechanisms, metabolic disturbances in monogenic
pathology, clarification of their nature allow us to
develop individual tactics of patient management,
taking into account the revealed violations.

The phenomenon of synthropy 1is presented
as a combination of the Hutchinson-Gilford
syndrome with hyperhomocysteinemia, the lack
of methylenetetrahydroreductase, the violation
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TA0ONIMHUX HOPYIICHb NPU MOHOTCHHIN MATOJNOCII,
YTOUHCHHSA iX XAPAKTCPY A03BOISKTH PO3pO0UTH iH-
IUBIAYAIbHY TAKTUKY BCACHHS XBOPOLO 3 yPaxyBaH-
HSAM BUSBICHMX IOPYIICHb.

Y poOOTI OpcacTaBICHUNE PCHOMCH CIHTPONIT - 10-
COHAHHA CUHApoMy lerdincona-liadopna 3 rinepro-
MOIUCTCIHCMICK), HCAOCTATHICTI) MCTIICHTCTPAriIpo-
(hOAATPCOYKTAZM, MOPYUICHHSIM JMIOIAHOTO OOMIHY 1
BTOPUHHOK MITOXOHAPIAIbHOKW AucPyHkiickoo. lloca-
HAHHS OPOrcpil IUTSY0ro BiKy 3 HCIOCTATHICTIO MCTi-
JCHTCTPAriapod0IaTpeIyKTas31, K CAMOCTIMHOTO Cmi-
rcHetudHoro 3axsoprwsanus (C.D. Allis ct al., 2010),
TIOCPrOMOIMUCTCIHCMICK), MOPYIICHHAM JiMDIAHOTO T4
CHCPIrCTUMHOTO OOMIHY OPCACTABICHO B Hallii podo-
Ti. Po3pobncHuil iHAUBIAYAIbHUN NIAX1A 10 BCACHHS
XBOPOro 3 MO3UlI] CHIFTCHCTUYMHUX MCX4HI3MIB, IO
JICXKATh B OCHOBI PO3BUTKY 3aXBOPHBAHHS, IPOBCAC-
HA KOPCKIliS BUABICHUX MCTA0OIIMHUX DOPYLUICHB [0-
3BONUIY NOCIA0UTH KIIHIYHI NPOSBU 3aXBOPIOBAHHI,
3HAYHO NONINIINATY SKICTh KUTTA XBOPOro 1 ¢imM'.

Knrouori ciioBa: crepom letuincona-Tingopa,
nepenyacHe cTapinas; myTatis G608G ®» reni LMNA;
HEJIOCTATHICTh  METITEHTETParipodoraTpeyKTasn;
(heHOMEH CIHTpOMIT; emiTeHeTHYHA NaTOIoTIs,

of lipid mectabolism and sccondary mitochondrial
dysfunction. The combination of childhood progeria
with the lack of methylenctetrahydrofolatercduct
asc, hyperhomocysteincmia, violation of lipid and
cnergy mctabolism are presented(C.D. Allis ct all,
2010). The developed individual approach to the
management of the patient from the position of
cpigenctic mechanisms underlying in development
of the discasc, performed correction of the revealed
mctabolic changes allowed to reduce the clinical
manifestations of the discasc, significantly improve
the quality of lifc of the paticnt and family.

Key words: Hutchinson-Gilford Syndrome;
Premature Aging; G608G mutation in LMNA Gene;
Methylene Tetrahydro-Reductase Deficiency;
Synthropy Phenomenon; epigenetic pathology.
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