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O6was nHcpopmaumsa o reHeTUHECKOM TeCTUPOBaAHUM.

WccnepoBaHne reHoTMna NpOBOAMTCS OOUH pa3, B TEYEHME XMU3HU FEHOTUM YeroBeka He
nameHsietcs. OBbHapy>XeHHble reHeTUYeCckne 0COBEHHOCTN opraHnama, 0603Ha4YeHHbIe Kak
dakTopbl pucka, He O03Ha4yalT Hanuuua wunn oTcyTcTBus 3aboneBaHusa. OueHka
3HAYMMOCTN TFEHETUYECKNX OCOOEHHOCTEN OpraHmama HaxoguTCa B UCKNIOYMTENbHOM
KOMMNETEHLUMM revawlero Bpada U MoOXeT ObiTb npou3BedeHa TOMbKO Ha OCHOBaHUU
KOMMSIEKCHOWN OLEHKM COCTOSIHNS OpraHn3ama n obpasa XUsHw.

Pesyn bTaTbl NauneHTa

Monumopdnam [eHoTUN gﬁﬁg;’ﬁ; KommerTapuit
MCM6: -13910 C>T CIT BapnabenbHbii ypoBeHb NakTa3HoOM
(minichromosome maintenance aKTUBHOCTU
complex component 6, rs
182549) JlakTO3Hasa HenepeHOCMMOCTb
BCTpevaeTcs peako

UTorosas Tabnuua no pesynbratamM reHeTU4ECKOro TeCTUpPoOBaHuUSA ‘ a
- ‘@KS ¢

[MakeT nccnepoBaHum

Monyn I MeBbILLEHHbIN Bbicokui

HacnegcTtBeHHasa nakt
HenepeHoCUMOCT

X0, v

Puck (3BuUTUS NTaKTO3HOW HEMEPEHOCMMOCTU (NakTasHOM HeLOCTaTOYHOCTU) B3POCIOro
TUNAa NOBbIWEH HEe3HAYMTENbHO. [1aHHbIA reHOTUN CBSI3aHbl C COXPaHEHNEM Y B3POCHbIX
BbICOKOM FaKTa3HOW aKTMBHOCTM M CMOCOBHOCTBIO yCBamBaTb MOSIOKO Ha MPOTSKEHUN
XW3HW, a B Cny4yae pas3BUTUS JakTa3HOM HEeLOCTaTOMHOCTM OHa MMeeT BTOPUYHbLIN
Xapaktep - B pes3ynbTaTe KuUleYHbIX WHMEKUMn, a Takke Apyrux 3abonesaHun
KEenyao4YHO-KMLLEYHOro TpakTa U He CBsi3aHa C uccnegyembiM reHOTUMOM.

PekomeHaoBaHHbIe AONONHUTENbHbIE UCCNeaAoOBaHUA:

v' TecT TOnepaHTHOCTU K MOJSIOKY; 3NMMMHaUMOHHasa aueTa (aueta 6e3 nakTtosbl B
TeyeHue ABYX Heaerb)

v" WccnepoBaHue kana Ha yrneBofbl, MONOYHY kucnoty, pH

V' BMOXMMMYECKMIA aHaNn3 MUKPOMOpPbI KULLEYHUKa

v [poba beHeaunkTa, TecT BcacbiBaHUSA D-KCUnosbl.

v' BopopogHbii  AbixaTenbHbI  TecT (onpederneHne KOHUEHTpauun Bopopoga B

BblAbIXaeMOM BO3yXe A0 U Nocne Harpysku nakTo3omn)

Uybykun PurnHa LWamunbeBHa



CnpaBo4Has nHcgpopmauums

NakTtasHasa HegocTaTtoyHocTb (JIH) - HapyweHne obpasoBaHusa bepmeHTa nakTasbl
KNneTKaMmy TOHKOW KULLIKW (3HTepoumuTamm).

Pasnnyaior gBa BuMAa nakTa3HOM HeOOCTaTOYHOCTM — MepBUYHasl (reHeTuyecku
AeTePMUHUPOBAHHAA) N BTOPUYHAdA, MNPU KOTOPOW CHWXKEHWE aKTUBHOCTM nakTasbl
CBSI3aHHO C MOBPEXAEHMEM SHTEPOLMTOB Ha POHE BO3OENCTBUSA KaKOro-rimbo BHELUHEro
dakTopa, Hambonee 4acTo - MHPEKLUMOHHOrO.

Mbl  paccMOTpMM  reHeTudeckn  OOYCrOBMEHHYD  MEPBUYHYIO  JlAKTa3HYHo
HeOCTaTOYHOCTb. [lepBUYHAA nakTtasHash HeJoCTaTOMHOCTb TaK >Xe pasfimyaeTcs no
MexaHn3My BO3JeNCTBUA Ha pepMeHT nakrasy. Ecnu noBpexgaeTcsa cam reH nakrasbl
(LCT) — pasBuBaeTcs BpOXAEHHAA naKTasHash HeAOCTAaTOYHOCTb. JTO penkoe
3aboneBaHue, nepefawolleecs MO ayTOCOMHO-pPeLecCUMBHOMY Tuny, BCTpeyaeTcs C
yactoTton 1: 60 000. Takne noam ¢ camoro poXxaeHusi He CNOCOBHbI pacLEennsaTb akToay.

Odpyras ¢dopma reHeTudeckn OOYCNOBNEHHOM NakTa3HOM HEeOOCTaTOYHOCTU
Ha3blBAeTCs JlakTa3HOM HeAOCTaTOYHOCTbLK B3POCNOro TUNa WM HacneacTBeHHas
NaKTo3HasdA HenepeHOCMMOCTb B3pocnoro Tuna. [locne npekpaweHus BCKapMIIMBaHUS
MaTEepPUHCKUM MOJSIOKOM, CHUXKAETCHA aKTUBHOCTb reHa nakrasbl (LCT), To eCTb nponcxoauT
NnocTeneHHoe YMeHbLUEHNE KONMMYEeCTBa JlakTasbl B KULLEYHUKE N CNOCOBHOCTL ycBavBaTb
MOJIOKO C BO3pacToM yTpaymBaeTcs. OkoHYaTenbHbIN NakTasHbln eHoTUN dhopMmnpyeTcs
B LUMPOKMX BO3PACTHbIX npegeniax: ot 5-6 net y anoHues o 20-21 roga y ¢oMHHOB. 3TO
reHeTU4eckn 3anporpaMMMpPOBaHHbLIMA MNpoLEeccC W He saBndeTca nartonornen. Ho
BbISICHUITOCb, 4YTO €CTb ONpPeAerieHHbI MNPOLEHT foaen, Yy KOTOpPbIX COXpaHsieTcs
aKTUBHOCTb reHa nakrtasbl (LCT) Ha NPOTSXKEHUN XKU3HW.

Monumopdusm -13910 C>T

NccnepgoBaHusa nokasanu, 4To Ha HebOMbLIOM PacCTOSAHWM OT reHa reHa naktasbl
(LCT) Ha gnuHHOM Nneve BTOPON XpOMOCOMbI (2921) HaxoauTcs obnacTtb, perynupyroLas
paboTy reHa naktasbl (LCT). 310 obnactb reHa MCM6 aBnsieTcsi aHXaHCEpPOM NpomoTopa
reHa nakrtasbl (LCT). B nonoxeHun -13910 B Hopme onpegensietcsa umtosvH (C). BapunaHT
nonumopdguama C cBA3aH CO CHWKEHMEM CUHTE3a fnakTasbl BO B3POCSIOM COCTOSIHUM,
4YTO SABNSIETCS HOPMOWN. BbicOkas BEPOSATHOCTb TOro, YTO Y B3POCHbIX MNaUWEHTOB C
BapuaHToM -13910 C/C npu ynotpebneHuu uenbHOro Mosioka unu Opyrux npoayKToB,
cogepxawmx naktosdy, 6ygeTr HabnwgaTbCa HapylleHve nuweBapeHus: B3gyTue
KAWEeYHWKa, TOLWHOTa, paccTpoUcTBa CTyna, Hecneuuduyeckme abaomuHanbHble
CMMNTOMbI. PacnpocTpaHeHHOCTb rMnonakTasMm B pasnuyHbliX €BPONEencKUX nonynaumsax
COOTBETCTBYET YacToTe BCcTpeyaemoctn reHotuna -13910 C/C.

Mpw Hannyum BapuaHTta -13910 CT nnn -13910 TT BbICOKa BEPOATHOCTb TOrO, YTO OHU
OyayT cBfA3aHbl C COXpPaHEHMEM Y B3POCHbIX BbICOKOW [aKTa3HOW aKTUBHOCTU W
CMOCOBHOCTLIO yCBaMBaTb MOJIOKO HA MPOTSHKEHMM XKU3HM.

MBaHoBa N.U
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