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VYKpauHCKUI HHCTUTYT KIMHUYECKON reneTuku XHMY
XapbKOBCKUI MEX00JIaCTHOHN clenualin3upoBaHHBIN
MEJIUKO-TeHETUICCKUH IEHTP-LUEHTP PEIKUX
(opdanHbIX) 3a00MeBaHUI

(r.XappkoB, YkpanHa)

Pe3tome. ITocmanoexa npobnemor u ee snauenue. Mzyuenue ocobennocmeii meuenus npo2epuu npu yCioeui co-
yemanus ¢ HeOOCMAMOYHOCHIbIO MEMUIeHmepazuopodorampedykmaszvl KAk camocmoamenibHo20 dNUSeHeMmuUiecko2o
3a60ne6anus. 3naueHue maxkozo pooa cuHmponuu, uzyyaemoeo Hamu ¢ 2007 zooa (E.A. I'peuanuna u coas., 20082.)
Nn036014em pACUWUPUMb ACCOPMUMEN CUMNMOMAMUYECKUX GUO08 JNeueHUs, HANPAGIeH020 HA HOPMALUIAYUIO
anucenemuyecko2o cmamyca.

B nacmosuyee spems 6ce uawe nabnodaemces genomen cunmponuu, K020da y 00H020 O0IbHO20 BbIAGIAIOM KOHELO0-
mepam 6one3nel, Kaxcoas u3 KOMopwulX GHOCUM CGOU 6KAA0 8 Peanu3ayuio KAUHUYecKou Kapmutbl namoio2uu, Yymo
HepedKo 3ampyoHsem ceoespemennyio ee ouaznocmuxy. llouck u oyenxa snueenemuyeckux Mexanuzmos, memabonu-
YeCKUX HapyweHul npu MOHO2eHHOU NAMOI02UL, YMOYHeN e UX Xapakmepa no360:A10m pazpadomams unOUGUOYAlb-
HYI0 MaKmuKy eedenus 001bHOU C YUemoM GblAGIEeHHbIX HAPYULCeHUL.

B pabome npeocmasnen ¢penomen cunmponuu - covemanue cunopoma I'emyuncona-I'ungopoa ¢ eunepeomoyucme-
unemuell, HeOOCMAMOYHOCHbIO Memuienmempazuopodorampedykmasuvl, Hapyulenuem TUnuono2o ooMeHa u 6moput-
Holl Mumoxonopuanvuou oucgynkyueu. Couemanue npozepuu 0emcrKo2o 603pacma ¢ HEOOCMAMOUHOCMbIO Memue
HmMempa2uopo@dorampeoyKkmasvl, KAk camocmosameibHo20 snuecenemuueckozo zabonesanus (C.D. Allis et all, 2010),
2unepeomoyucmeurnemuell, Hapyuwenuem IUnUOH020 U dHep2emuieckoeo obmena npeocmagieno 8 naweil padbome.
Paszpabomannwslii uHOUSUOYALbHBLU NOOX00 K 8€0eHUI0 OOIbHOU ¢ NOZUYUU INUSCHEMUYECKUX MEXAHUIMOB, J1eHCAUUX
6 ocnoge  pazeumus 3a001e6aHUsl, NPoGedeHHas KOPPeKYus GblAGNIeHHbIX MemadoIuueckux HapyujeHul no3601unu
ocradbume KauHuecKue npossieHus 3a001e6anus, 3HAYUMENbHO YAYUUWUNMb KAYecmEo JHCUHU 60NbHO20 U CeMbl.

Kniwoueswie cnosa: cunopom I'emuuncona-T'ungopoa, npesxcoespemennoe cmapenue; mymayus G608G 6 2ene LMNA,
He0oCmamoyHoCmy MemuieHmempazuopoporampedyKkmasvl, peHomen CUHMPOnUl, dnueenemuieckas namoao2us.

BBeaeHue

[Iporepus - peakoe HacieICTBEeHHOE 3a00yeBaHme
W3 TPYINBl OHKOTEHETHYCCKUX CHHIPOMOB, Xapak-
Tepusymoleecs NPeKISBPEeMEHHBIM cTaperueMm [1].
BeigensoT neTckyro mporepuio (CuHApoM [eTduHco-
Ha-I'undopaa) u nporeputo B3pocubix (cuaapom Bep-
Hepa) [1, 2]. 3a0osieBanue y neTei BIEpBBIC OMHCAT
J.Hutchinson B 1886r [8]. [To3xe H. Gilford uzyunn
KITHUKO-MOP(OTOTHIECKIEe OCOOCHHOCTH JTOH Ta-
TOJIOTHW W BBEN TepMHH «mporepus» [9, 10]. Hacro-
ta cuapoma lerumHcona-I'mndopma ot 1:4000000
HOoBOopoxAeHHbIX (Hugepmanas) mo 1: 8000000
(CIIA). B nureparype onucano 132 cirydast cHHIpO-
Ma. COOTHOILIEHUE MaJbuMKOB U AeBoyek 1,2:1 [2,12].

Hetckas mporepus y OOTbITMHCTBA OOJBHBIX TIPOSIB-
nseTcd Ha 2-3-M TOAy JKHM3HHU, HO BO3MOXHa MaHH(pec-
Tanus u ¢ poxaeHus. Pe3ko 3aMemiseTcs pocT pebeHka,
OTMe4aloTcsl arpoduyecKkne M3MEHEHHUsS! JEPMBI, TOjI-
KOXXHOW KJIETYaTKH, OCOOCHHO Ha JIMIE, KOHEYHOCTSX.
Koxa ncron4aercst, CTaHOBUTCS CyXOH, MOPIIMHHUCTOH,
Ha TYJOBUIIE MOTYT OBITH CKIEPOJCPMOITOIOOHBIE OUa-
TH, y4acTKU TureprnurMeHTanuu. CKBO3b HCTOHYCH-
HYIO KOXY MPOCBEUUBAIOT BeHBI [12].

Bce nmeru moxoxu Apyr Ha apyra. XapaxkTepeH
BHEIIHHUH BHJ O0JIbHOTO: OOJbIIAsk TOJOBA, THIOTPH-
X03, BBICTyNaromue JoOHble OyTrpbl HaJ MaJCHbKUM
3a0CTPEHHBIM ((IITHUYBUMY») JUIOM C KIFOBOBUIHBIM
HOCOM, HIWHSIS 4YeNIOCTh Hegopa3BuTa. Habmro-
JalTcs Takxke arpodus MblIL, IucTpoduueckue

mpoIecch B 3y0ax, BoJIocaxX M HOTTSX; OTMEUAIOTCs
M3MEHEHHUS KOCTHO-CYCTaBHOTO ammapara, MUOKap/a,
TUIIOTIa3Hs MOJOBBIX OPTaHOB, HapyIIeHUE )KHPOBO-
ro oOMeHa, TOMYTHEHHE XPYCTaJIHNKa, aTepOCKIePO3.
YMCTBEHHOE pa3BUTUE COOTBETCTBYET BO3PACTY, HO
Ha MO3JIHHUX CTagusax 3aboieBaHus Ha (QOHE pacrpo-
CTPAaHEHHOTO aTepoCKiIepo3a BO3MOXKHO pPa3BUTHE
HHTEIIEKTYalbHO-MHECTHUECKUX HapyImeHuit [4,5].
MHorue nauueHTbl UMEIOT BbICOKMN MHTEJIEKT.
BonpmuHCTBO ciiydyaeB MaHH(peECTHpyeT B  pe-
3yJbTaTe TOUYEUHBIX CIOHTAaHHBIX MyTanui. B 2003
rony OBLIO 1OKa3aHO, 4YTO NpUYMHA 3aboieBa-
HHS - TOYEYHass MyTamus B reHe jJammHa A LMNA
(1g21/2). MyTauuss mpuUBOAUT K HAPYIICHHUIO CIIJIAM-
CHHTa. B pe3ynbrare MyTalMd BO3HHUKAIOT Hapylle-
HUS, KOTOPBIE MPUBOASAT K HAKOIJICHUIO NMPOTEPUHOB
B HYKJIEOIJIa3Me, HeCTaOMIIbHOCTH MeMOpaHbl: Hapy-
IaeTcsl €€ MEeJOCTHOCTH, MOSBISIOTCS XapaKTepHBIE
BBINMSYMBAHUS, YBEIUUYNBACTCA €€ MOPUCTOCTH, Ha-
pymaeTcss HOpMalbHOE JEICHUE, YCKOPIEeTCs THOCTh
KieTok [6,7,11]. OpranusM mepecTaeT pacTH U Te-
psieT coCcOOHOCTh 3aMEHSTh OTMHUpPAIONINE KIETKH
HOBBIMH, 4YTO NMPHUBOAUT K YCKOPEHHOMY CTapEHUIO.
B kieTkax Kok OOJNBHBIX OOHApPYXKEHBI HAPYIICHUS
pemapannn [AHK u xmonumposanms ¢ubpodmacTos,
a Takke aTpoUUecKrHe HM3MEHEHHS JIHACPMUCA H
JepMbI, HCUE3HOBEHHE MOJKOKHON KieTyaTku [4,5].
Y 00IbHBIX BBICOKHH PUCK PAa3BUTHS 3JI0KaY€CTBEH-
HBIX HOBOOOpPa30BaHUH - 0CTEOCAPKOMBI, paKa IIUTO-
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BHJIHOM JK€JIe3bl, MEJTaHOMBI M APYTHX HEOIIacTHYEC-
KHX Tporeccos [3].

[TpomomKUTENPHOCTD KHU3HH - OT 7 10 27 net. 3a rox
pebenok crapeer Ha 7-10 jer. BoJbIIMHCTBO OOJBHBIX
MOTMOAIT OT  aTepOCKIEPOTHYECKHX OCIOKHEHUH U
3JI0Ka4€CTBEHHBIX HOBOOOpa3oBaHuii [5]. MHOrounCIICHHBIE
MCCIICZIOBAHNSI HAIIPaBJICHbl Ha MOWCK BO3MOXXHOCTH OCTa-
HOBHTb 3TO IPOTPEUEHTHO TEKyIlee 3a00JIeBaHUE, OJHAKO
OHH TIOKA €IIIe TT0Ka HE YBEHYAINCh YCIIEXOM.

Llenb nccnenoBaHms - uzyueHue 0CoOCHHOCTEH
TEUEeHUs NMPOTrepUU NPH YCIOBUMU COUETAHUS C HEJO-
CTAaTOYHOCTBIO METHJIICHTEParuapoQoaaTpeyKTas3bl
KaK CaMOCTOSITEJIbHOTO 3MUTEHETHIECKOT0 3a00eBa-
HUA s pa3pabOTKH aJeKBaTHOW CHMITOMAaTHYeC-
KO KOppEKLUU.

MaTepuanbl 1 metoabl

O6caenoBano 7072 GONBHBIX C MOAO3PEHUEM Ha
HACJIECTBCHHYIO NMAaTOJOTHIO, CPEIH HHUX BBISBICHO
370 ¢ pa3nuuHBIMH (GOpPMaMH XPOMOCOMHBIX |
MOHOTEHHBIX 3aboneBanuii. B a3T0il rpynme mna-
LMEHTOB BBIABICH | ciiydall JeTCKOW mporepuu,
yriayOineHHoe oOclegoBaHHEe KOTOPOH IPOBENEHO

HAMH C HCIIOJb30BaHMEM KJIACCHUYECKHX METOHAOB U
COBPEMEHHBIX TEXHOJOTHIl B COOTBETCTBUU C PEKO-
merpanusmu L. Hudgins et all, 2014.

PesynbTaThbl 1 06cyxaeHue

[Manmentka U., 4,5 ner Obuia HampaBieHa B Xapb-
KoBckui IleHTp penknx 3a0oneBaHWil IS YTOHEHHS
UarHo3a W BBIOOpA MaNbHEHIIeH TakTWKW BeneHus. Ha
MOMEHT oOpamieHus MpeabsBisia KajJo0bsl Ha 3aaepiK-
Ky (U3MYECKOTO Pa3BHUTHS, PEIKUE IMYIIKOBBIE BOJIOCHI,
MEJIJICHHBIA POCT BOJIOC, YaCThIC HOCOBBIC KPOBOTCUCHHUS,
BBIPAKCHHYIO BEHO3HYIO CCTh Ha TOJIOBE U TElie, IIyJib-
CUPYIONIUH OONBIION POTHIYOK, CYXOCTh W IICTYIICHUC
KOXXH B OOJIACTH KMBOTA U TPYJHOH KIIETKH, CKICPOTH-
YeCKNEe M3MEHEHHsI KOXH JKHBOTA, HOT, OTCYTCTBUE TOJ-
KOXKHO-)KHPOBOTO CJI0s1, 1e(hOPMAIHIO0 HOTTEBBIX IJIACTHH
Ha CTOmax, OOJIM B CyCTaBax, HEAOCTATOYHYIO MPHOABKY
MAaccChl Teja, HU3KUil pocCT.

AHamHe3 XU3HH U 3a001eBaHus: bobHA ¢ poXxIeHUs.
Pomunace B cpoke 40 Hemenp, Bec mpu poxaerun 2300,0
rp, pocT 52 cm. Ilepronm HOBOPOXKIEHHOCTH IMPOTEKAI
manko. Jlo 2 MecsIeB pa3BUBaIach COOTBETCTBEHHO BO3-
pacty (puc.1-2). C 3 mecsiia ®u3Hu ObLJIO OTMEUEHO OT-
CTaBaHUC B (PM3MUCCKOM PA3BUTHH PCOCHKA.

Puc. 1. NaumeHTKa B nepmone HOBOPOXOEHHOCTHU

K 3 mecsiam mossBUaachk OTEUHOCTH HOT M )KHBOTA,
BBIPQ)KCHHAsI THIIOTOHHS, CHMIITOMOKOMILICKC «BSJIOTO
pebcHKay, MI0X0 Habupana B Bece, MOSIBUIUCH H3MCHE-
HUS KOKH, KOTOPBIC HAYATHCh B O0JIACTH KUBOTA H IO-
CTEIEHHO PACIPOCTPAHWINCH HA HUKHIE KOHEIHOCTH.

Puc. 2. MaumeHTKa B Bo3pacTe 2,5 mecsina

K 4 mecsanam yMeHpIIagach OTEYHOCTh HA HOTAX,
KO)Ka HalmoMHUHAaja «JIMMOHHYIO KOPKY», MOSIBUIOCH
HICTyIICHUE U TPEUIUHBI KOXU B 00JIACTH KHBOTA.
Koxa crtana TBepmoii, OiaecTsamield, HATTHYTOH, HAIMO-
MUHAJIA «TaHIUPbY (puc 3-4).

Puc. 3. NopaxeHne KoOXu XXnBoTa
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becrokoms MOCTOSHHBIN 3yJ KOXH, HOSBHIOCH
OecmoxoiicTBO peOeHKa.

B Bo3pacTe 4 mecsueB ObIT yCTAaHOBICH JUATHO3:
Cucremnas ckiuepogepmusi Kpucrta-Cumenca. Ilpo-
BoJuMas Tepanus - 0e3 apdekra. 3aboneBanue mpo-

TEKaJo MPOrpeIueHTHO. B mocieayoieM HapacTaiu
KOXKHBIC HW3MEHEHHWs, WCYe3Nla MOIKONKHO-KUPOBas
KJIETYaTKa, MOSBHJINCH BBIPAKEHHBIC CKIEPOTHYEC-
KHe M3MEHEHHWsSI KOXH, BBIpaKCHHAs BCHO3HAs CETh
mno Bcemy Teay (puc. 5-7).

Puc. 5-6. BblpakeHHble CKNnepoTu4yeckme U3MeHEHUA KOXN HUKHUX KOHEYHOCTeMN.

Puc. 7. CknepoTuyeckme NU3MeHEeHUs KOXU XXUBOTa.

Jlo 2-x et BoNOCH ObLTM TOHKHE U peakue. [lo-
clie CTPUXKKH BOJIOC - PE3KO 3aMEeJIUICI HX POCT
(puc 8). Tepanus 6e3 rpPexTa.

Puc. 8. 'mnoTpuxo3, TOHKME NyLIKOBbI€ BONOCHI,
Bblpa)KeHHasi BeHO3Hasl CeTb.

Ha ¢one tepanun y pedeHKa MOsSBIIMCH HOCOBBIE KPO-
BoTeueHus. [Ipu Maneiinem moBpeKACHUH KOXKH paHa T0JI-
T0 He 3akuBaia. Yacto Goerna OCTPEIMU PeCITUPATOPHBIMA
3aboneBaHusAME. B Bo3pacte 2 roma 2 Mecsma mepeHecna
aHruHy, 3areM Opouxwur. Ilocie 3aboneBanus crano Golnee
3aMETHO OTCTaBaHUE B (PU3MUYECCKOM PA3BUTHH.

HamMu nmpoBeneH  MOJIEKYJNSPHO-T€HETHYECKHH
aHaJIN3: METOJOM IMPSIMOTO aBTOMAaTHYECKOT'O CEKBe-
HHUPOBAHUS WCCIEAOBAaHA BCSA KOTUPYIOIIAS IOCIEI0-
BaTenbHOCTh TeHAa EDA, MyTanuu B KOTOPOM MIPUBO-
JIT K Pa3BUTHUIO 3KTOAEPMaJbHOW aHTUAPOTUUYECKOM
JMUCIUIa3UU HE 3apEeTHCTUPOBAHBI. BBIIU BBISBICHBI
mytauuu G608G B rene LMNA u MTHFR 677TT.
Ananu3 1ONUMOpP(U3MOB, aCCONMMUPOBAHHBIX C
TpOMOODIITNICCKUMHU COCTOSHUSAME, YCTaHOBHII Te-
Hotum: F IT 20210 (mopmanpHas romosurora) GG FV
506RR (Hopmanbnast romo3urora) PAI 1-675 5G/5G
(HopManbpHass TOMO3HMroTa). AHanu3 MmoauMopdus-
MOB, aCCOIMUPOBAHHBIX C apTEepPUAIbHON THIIEPTEH-
3uel U WHPApKTOM MHOKApAa, YCTAHOBHUI TCHOTHII:
AGT I 174 TT (mopmansHas romosurora), AGT II
235 MT (anmenp pucka).
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[Tpu ocmotpe B Bozpacte 4,5 neT B penorune obpa-
aJI0 BHUMaHKE: OTCTAaBaHUE B (PU3MUECKOM PA3BUTHH
(Bec - 10 kr, poct- 91 cM), peskoe UCTOHUYEHHE TIOA-
KOXHO-)KMPOBOHM KJIETYaTKH, TOHKas, cyXas, HaTsAHY-
Tas KOKa, BBIPAXXCHHBIE CKICPOTHYECKHE H3MEHEHUS
KOXH, NMHUIMEHTHBIE IMATHA, Mpeo0diajaHnue MO3roBOTO
yeperna HaJ| JIUIEBBIM, ITyIbCUPYIOUNI O0NbIION pos-
HUYOK, MaJCHbKHI KIIOBOBHUAHBIM HOC, MUKPOTHATHA,

Puc. 9. PebeHok B 4,5
roga Ha MOMEHT o6palleHus
B LleHTp

PonocnoBHas orsiromerHa MyiabTH(AKTOPHAIBHON
MaToJIOTHEH.

buoxumnyecknii aHaiau3 KpOBM:  IIIOKO3a- |,
Tpuraunepuas - 11, memnounas ¢gocdaraza - N, 06-
muit xomectepur - N, ACT- 11, npyrue Onoxumu-
YeCKHMe [I0Kas3aTelu B Ipejenax peQepeHTHHIX 3Ha-
yeHuii. Jlakrat kpoBu- 1.

Jlunuporpamma:  TpUrIMLEpHIBI-N, XOJIecTepHH-
11, xonecrepun JIBII- N, xonecrepun JIITH- 1 1, xonec-
tepuH JIOHII-1, xoadpumment areporeHHocT- 1171.

MuKposneMeHTsl KpOBM - B Ipexpenax pedepe-
HTHBIX 3HAYCHHUII.

VccnenoBanue MoYM METOAOM Ta30BOH XpomaTorpa-
(um/mMacc- CIIEKTPOMETPHU: BBISBICH POCT TPHOKOB H
npoxoxet B JKKT; MeTaboauTOB COSTMHUTEIBHOMN TKaHU.

l'omouucreun kposu — 1 1,

Y3U BHYTpeHHHUX OPTaHOB: yMEpPEHHAs rernaromMe-
rajus, peakTHUBHbIC U3MEHEHHUS NAapEHXUMBI MTEYEHH.
[Teperu6 xemnunoro my3sips. [lpusnaxu JJXKBII.

VY3U mnouek: mieneBUAHBIE JOXaHKH. Merabonu-
YyecKkne u3MeHeHUs (BKJIo4eHus 1,3MM).

Ha ocHoBanmm xano0, aHamMHe3a, IWHAMUKH
pasBuTus 3aboneBaHms, ocobeHHOCTeH  (QeHorn-
na, JaHHBIX KJIMHMKO-T€HEaJlorMuecKkoro aHajusa,
JIOTIOJIHUTENIBHBIX METOJIOB HCCIEJ0BaHUs, Y peOdeHKa
ycTaHoBieH auarHo3: Ilporepus - cuniapom [eTumn-
cona-I'mndopna. Onurenernueckas O0Ne3Hb - HEIO-
CTAaTOYHOCTh  METHJICHTETpParuapodomaTpe yKTassl.
l'mnepromonncrennemus. Hapymienune aunmuaHOro 06-
MeHa. BropuuHas MUTOXOHApHAIbHAS JUC(YHKIIHS.

AHanu3upys  (EHOTUNUYECKHUE  MPOSIBICHHUS,
MBI OTMETHJIM Hallnyue Kak (PeHOTHNHYECKOH, Tak
U TeHOTHUNHYECKOW CHHTPONHH: y pedeHKa C Kiac-
CHYECKHMH TPHU3HAKAMH MPOTEPUU HMEIH MECTO
BBIPAKCHHBIE IPOSABICHHUS HEJOCTATOYHOCTH METHI
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Puc. 10. U3ameHeHMne KOXMN HUKHUX KOHeY-
HOCTEeWN, MUKpOaHruonaTusi cton Ha oHe
Bblpa)X€HHOM BEHO3HOW CeTU Mo BCemy Terny.

JIETKUH 9K30(TaIbM, PEAKHE MyNIKOBBIC BOJIOCHI HA IO~
JOBE, PEIKUEe PECHHIBI, BBIPaKCHHAs BEHO3HAas CETh
Ha roJIoBe, TYJIOBHIIE, KOHEYHOCTAX, AUCTpOdHUUIEeCKHe
U3MEHEHHUS HOITEH, y3Kas IpynHas KJIeTKa, CKIepOTO-
YEeCKHE U3MEHEHHUS KOXKH JKUBOTA, HHKHUX KOHECYHOC-
Tel, nedopmanus rojeHei coxa valga, BbIpakeHas
MHUKPOAHTHONATUS CTON Ha ()OHE MPOCBEYUBArOIICHCs
coCynucToi cetu Ha BceM Tene (puc 9-11).

Puc. 11. BeipaxeHHble
CKnepoTuveckue M3aMeHeHus
KOXW XUBOTa.

eHTeTparuapodosaTpeyKkTa3bl, COCPEIOTOUCHHBIC B
OCHOBHOM Ha OCOOCHHOCTSAX COCYJIOB — MHKpPOAaHTH-
OMaTUX NOAOUIB, MPAMOPHOCTH KOXH, pacClIMpPEHHbIE
BEHO3HBIC COCYIBI, PE3KO BBIPaXKCHHBIH NHAHO3 KO-
HEYHOCTEH.

C y4eTOM BBISIBICHHBIX METa00INYECKUX H3MEHE-
HUW OblIIa Ha3HAYCHA KOPAKTOPHAS M YHEPTOTPOIHAS
Tepanus ¢ y4eTOM JAMHAMUKH MOKazaTesled ypOBHS
OpPraHMYeCKUX KHUCIOT, aMHHOKHUCIOT, COCTOSHUS
CBEpTHIBAIOUIEH CHCTEMBI KpOBH, roMounucTenHa. Ha
(hoHE TPOBOAMMON CHUMNTOMATHYCCKON Tepamuu B
TeUYEHHE MEePBOr0 MeCAIla U B JajlbHEHIIEeM OTMEeUeHa
MOJIOKUTEIbHAS JUHAMUKA, YIYUIIUICSI POCT BOJIOC,
yIy4IIUaach 3JaCTUYHOCTh KOXU, YMEHBIIUIACH CY-
XOCTh. PeOCHOK HHTEIEKTYaIbHO COXPAHEH, IPOXO0-
IUAT peabMINTaINI0 I0J KOHTPOJEM Bpeda-TeHEeTH-
ka. JledeHne MpPOBONMUTCA KypcaMu TMOJ KOHTPOJIEM
OCHOBHBIX ITOKa3aTeJIcH.

3akntoyeHune

deHOoMEH CHHTPONUHK OBLI 3aI10JJ03PEH Ha OCHOBE
OIeHKHN (PEeHOTHIIa M TMOWCK METabONWYEeCKUX Hapy-
MIEHU I TPOBOJUICS B COOTBETCTBUHU C BBISBICHHBIMHU
€ro 0COOEHHOCTAMHU. MBI CKIOHHBI IPEANOI0XHUTD,
YTO COYETaHWE TEHETHYECKOH M JMUTeHEeTHYECKOH
0ose3HM B JaHHOM HAONIOJEHMH  TNPOSBHIOCH HA
(eHOTHNIHUECKUX NpPHU3HAKaX M II03BOJMIO paspa-
6oTaTh WHAMBUIYaIbHYIO TAaKTHKy BEICHHUS OOIb-
HOM. Jlng Hamed mnomynsiiMM TaKoe COYETaHUe
gpe3BbIYaiiHO akTyanbHo. B 2007 roga HaMm yaanochk
YCTaHOBUTH BBICOKYIO 4YaCTOTY HOCHUTEIEH TOMO- U
rerepo3uroTHsix ¢opm wmyraumn MTHFR 677TT
(7,04% romosuror, 40,7% reTepo3UTOT B MOMYISAIHI
u 10,1% rTOMO3UTOT CpeAM HOCHTENEH pas3InYHbIX
nonuMophu3MOB reHoB (BepMEeHTOB (OJIATHO-METH-
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onuHoBoro nukia) (P.Maranon, E.I'pevanuna wu np.,
2008r.). Takas BBICOKas 4acToTa 3apaHee TpeOyeT
ydeTa BO3MOXXHBIX COBHAJCHHUN HapymeHuil ¢ormat-
HO-METHOHHWHOBOTO I[HKJIA U C XpPOMOCOMHOI, U C MO-
HOTCHHOH marosnoruei. JlaHHble pe3ynbrarbl OyayT
MpPEACTABIEHBl B CIEAYIOIUX MyOIUKaUIX.
Coueranue cungpoma Ierunmncona-I'mndopna
C HEIOCTAaTOYHOCTBIO  METHIEHTETparuapodoa-
TpeoyKTa3bl KaK JSIHUTeHETHYEeCKoil Oole3HbI0, T'H-
MEeproMOIMCTeHHEMHUs,  HapyIlIeHHWE  JHUIUIHOTO

NiTepaTtypa

oOMeHa W BTOpPHMYHASI MHTOXOHIpHaNbHAs AUCHYHK-
OUs CKa3blBaeTCsl Ha  HHAMBUAYAJIbHBIX KIMHH-
YeCKHX MPOSIBICHUAX y OONbHBIX. Pa3paboTaHHBII
HaMH TIOAXOJ K BEICHHIO OOJIBHBIX C IMO3HUINHU
SMUICHETHYECKUX MEXaHM3MOB, JEXKAIIUX B  pas-
BUTHHM KJIMHUYECKOW KapTHHBI 3a00JeBaHUs, KO-
PEKIUsl BBISIBICHHBIX METa0OMMYECKUX HM3MEHECHUH
MO3BOJIMIN OCIA0UTh KIMHUYECCKHE NPOSBICHHS 3a-
0oJeBaHUsA, 3HAYUTEIBHO YIYUYIINTh KAYECTBO KU3HH
60NBHOM.
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BHUIIAIOK CHHIPOMY IT'ETYNHCOH-THJI®OPIA
(MYTAIISI G608G B TEHI LMNA),
ACOIINOBAHOTO 3 HEJOCTATHICTIO
METLIEHTETPATIIPO®OJIATPEYKTA3H
(MTHFR 677TT)

Monooan JI.B., I'peuanina O.4., I'peuanina I0.b.

Ykpaincbkuil iHCTUTYT KJAiHIYHOT reHeTHKH
XapkiBCbKOro HAIOHAILHOTO METUYHOI YHIBEPCHTETY,
XapkiBcbkuii Mizko6nacHuii cnenianizoBanuii
MeJHKO-TeHeTHYHUI HeHTP-UeHTp piaKicHUX
(opdaHHuX) 3aXBOPIOBAHb
(M. XapkiB, Ykpaina)

Pe3wome. IlocranoBka mpobiemu i i 3HAYCHHS.
BuBuenns ocobnuBocTel mepebdiry mporepii 3a ymo-
BH MOE€THAHHS 3 HENOCTATHICTIO METIIEHTEeparigpo-
(domaTpeayKkTa3u SK CaAMOCTIHHOTO EMIreHETHYHOTO
3aXBOPIOBaHHA. 3HAUEHHA TaKOTO pOAY CIHTpOTIi,
mo BuBdaeThca Hamu 3 2007 poky (E.f.I'peuanina i
cmiBas., 2008 p.) m03BONAE PO3MUPUTH ACOPTUMEHT
CUMIITOMAaTHYHUX BU/IB JIIKyBaHHS, HAPaBICHOTO Ha
HOpMaJJi3amilo emireHeTHIHOTO CTaTyCy.

Y nauuit 9ac Bce yacTime crmocTepiraeTscs Geno-
MEH CIHTpOIii, KOJIH Y OZHOTO XBOPOTO BHUABISAIOTH
KOHTIIOMEpaT XBOPOO, KOXHA 3 SKMX BHOCHUTH CBiif
BKJAJ y peadi3amilo KIiHIYHO] KapTHHH MaTOJOTii,
10 HEPiJKO YCKIATHIOE CBOEYACHY X JAiarHOCTHKY.

[Tomyk i omiHKa €MireHETHYHUX MEXaHi3MiB, Me-

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

L. Molodan, 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 is presented
as a combination of the Hutchinson-Gilford
syndrome with hyperhomocysteinemia, the lack
of methylenetetrahydroreductase, the violation
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TaOONIYHUX TMOPYIICHb NPH MOHOTEHHIHM Tmarosorii,
YTOYHEHHS iX XapakTepy A03BOJISIIOTH PO3POOUTH iH-
JIUBiAyalbHy TAaKTHKY BEJCHHS XBOPOTO 3 ypaxyBaH-
HSIM BHUSIBICHUX MOPYIICHD.

VY pobori npepcraBieHnit GeHOMEH CIHTPOTIIT - TT0-
enHaHHg cuHapomy leruincona-I'indopaa 3 rimepro-
MOIUCTETHEMI€0, HEIOCTATHICTIO METUICHTETPaT1Ipo-
¢donarpenykrasu, MOPYMICHHIM JIMiAHOrO OOMIHY i
BTOPUHHOIO MITOXOHpianbHOIO auchyHKUieo. [Toex-
HaHHS porepii ZUTSIYOTO BiKY 3 HEAOCTATHICTIO METi-
JICHTETparifpoQoIaTpeyKTasu, sk CaMOCTIHHOTO eIi-
reHetugHoro 3axBoproBanHsa (C.D. Allis et al., 2010),
rineproMouucTeiHeMi€I0, MOPYIMIEHHAM JIMiAHOTO Ta
EHEPTeTUYHOTO OOMiHYy NpEeACTaBIeHO B Hamii pobo-
Ti. Po3po0OneHuil iHAWBIAyaTbHUN MIAXiA A0 BEACHHS
XBOPOTO 3 MO3HWINi EMIreHeTHYHUX MEXaHi3MiB, IO
JeXaTh B OCHOBI PO3BUTKY 3aXBOPIOBAHHS, IpOBEJC-
Ha KOPEKI[is BUABICHUX METa0O0NIYHUX MOPYIIEHb JI0-
3BOJIMJIA MTOCTAONTH KIIIHIYHI MPOSBY 3aXBOPIOBAHHS,
3HAYHO MOJIMIIUTH SIKICTh KUTTS XBOPOTO 1 cim'i.

KurouoBi ciaoBa: cunnpom Feruincona-T'indopaa;
nepexuacHe crapinss; mytanist G608G B reni LMNA;
HE/JOCTAaTHICTh  METUIeHTeTparigpodosaTpeaykrasu;
(eHOMeH CIHTpOMii; enireHeTHYHa NaToJoTisl.

of lipid metabolism and secondary mitochondrial
dysfunction. The combination of childhood progeria
with the lack of methylenetetrahydrofolatereduct
ase, hyperhomocysteinemia, violation of lipid and
energy metabolism are presented(C.D. Allis et all,
2010). The developed individual approach to the
management of the patient from the position of
epigenetic mechanisms underlying in development
of the disease, performed correction of the revealed
metabolic changes allowed to reduce the clinical
manifestations of the disease, significantly improve
the quality of life of the patient 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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