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CIIEYeT PaCCMOTPETh BO3MOKHOCTh MPUMEHEHHS TAKHX MCCIEI0BAHUH B MEANIIMHCKON MPaKTHKE IJI1 MHIANBHIYaTbHOIO M TOYHOIO MOAXOMA K
nuarnoctuke ITHS.

B nuteparype npescTaBieHsl JaHHBIE O MOJIHOI€HOMHOM HccaenoBannu accoruanuii [TH. Tak, ncronbs3oBaHne CEKBEHHPOBaHHs, KaK
LIEJIOr0 TEHOMA, TAK M CEKBCHHUPOBAHME €r0 Y CICIYIOLIEro MOKOJIEHHS, NMPUBEIM K HACHTH(HHMKALNM HECKOIbKUX KaK OIpPEeICIIOIINX, TaK
Ha3MBAaeMbIX NPUYMHHBIX, TCHOB U3 KPYIHBIX ponocioBHbIX [THS min obmux renerndeckux daxkropo Mexy ITHS u ectecTBeHHBIM BO3pacToM
MeHonay3bl WM paHHeil Menomay3sl: PTHBI1 (ropMoH-4yBCTBUTENBHBIH I'€H NapamuToBUIHOW kene3bl); ADAMTS19 (ren mnososoit
mdepennmarmu camok); LAMCI (ren, csi3ansblii ¢ BocipuumunBocThio k [THS); SOHLHI (reH, KOoTOpbIii MOXKET H3MEHHTh aKTUBHOCTH OeJIKa
SOHLH! xak TpaHckpunimoHHoro ¢akropa); STAG3 (ren, kogupyroumii crieruduyueckyro 1 Meio3a cyObeMHNIy KOre3MHOBOrO KOJIbLa);
SYCEI (ren, KOTOpBIi yuacTBYeT B OCHOBHBIX 3TalaxX CHHAIICHCA XPOMOCOM U peKOMOMHAIMH BO Bpemst Meio3a); SPIDR (aByxaienbHas Myranus
B 3TOM I'€He MOXET OBbITh CBA3aHa C JAUCI€He3Uel SMYHUKOB B CIydyasX ayTOCOMHO-peliecCMBHOro Hacienosanus); PSMC3IP (ren, umerommit
pelaroliee 3HaYeHHE U MEHOTHYECKOH peKOMOUHAIMY, yrpaBisieMoid actporenamu); HFM1 (reH, otBewaronuii 3a cruraiicuar MPHK); MSH4
n MSHS (rensr mefiornueckux/penapanuonssix JJHK); MCMS8 1 MCMO9 (reHsl, mpryacTHBIE K TOMOJIOTUYHOM peKOMOMHALINH X BOCCTAHOBJICHUIO
nByXuenHbIX paspsiBoB JIHK); rens, BoBiedeHHbIe B peakiuio Ha noBpexaeHue JJHK v/nimm npuyacTHble K penpoayKTUBHOMY crapenuio); CSB-
PGBD3 (rubpunnsiii 6enox renos CSB-PGBD3 monynupyer min ydacrByet B penaparuu JTHK); NUP107 (siBisiercst KOMIOHEHTOM KOMIUIEKCa
snepHeIX 1op, kiaroueBas poss NUP107 B pazsurum suunukoB); e[F4ENIF1 (cBsa3an ¢ Tpanckpunimein u tpancimsuueir MPHK); KHDRBS
(cBs13aHHBII ¢ BoccTaHOBIeHHeM noBpexaeHuid JIHK, romonornuHoit pekomOnHanuei u Meio3om).

Ecnn ynaercs BbIIBUTH BapHaHThl I€HOMOB (TOYHEE, COBOKYIIHOCTb ajlleliel), KOTOpbIe Yallle BCTPEYAOTCA y JIOJEH C JaHHBIM
3a00JI€BaHIEM, MOJKHO CZENIaTh NPEIONOKEHUE, YTO TaKOH BapUAHT acCOLMUPOBAH C O0JIe3HbI0. B oTiiMuMe OT METO0B, MPOBEPSAIOMINX OJUH
WJI HECKOJIBKO KOHKPETHBIX y4acTkoB reHoma, [II'MA ucnons3yer nonHyro nocnenosarensHocts JJHK manuenTa. CrnetyeT OTMETHTB, YTO TaKOM
MOZXOJ] K UCCIIEJOBaHUSIM He OOHapy KMBaeT MyTalluH, CTaBIINE IPUYMHON 3a00JIeBaHus, a TOJIBKO OoJice/MEeHee 3HAUUTENbHYIO KOPPEIALMIO C
3a00J1€BaHNEM WM JIPYTUM CHHIPOMOM.

BeiBonpl. Ha ocHOBe NpoBeleHHOrO aHanW3a JAHHBIX JIMTEPaTypbl MOXKHO clenars ciepyroumue oboOmenusa: [IMUA spasercs
COBPEMEHHBIM MOIIHBIM HMHCTPYMEHTOM B BBIABICHMM INpU4YMH 3a0oneBaHuil, B ToM uucie ITHS, TpeOyrommux nepcoHUUIUPOBAHHOIO
MeaunuHckoro noaxoxa. C nomomsio IIINMA MoXHO cpaBHHMBATE HE TOJIBKO F'€HOMBI NALIMEHTOB, HO M 3I0POBBIX JIOJEH, HMEIOIINX Pa3INYHbIE
MPOSIBICHUS OJIHOTO U TOr'O K€ (PeHOTUITMYECKOro Ipu3HaKa. B oTiuune or MeTooB, MPOBEPSIOIINX OJNH HIIM HECKOJIBKO KOHKPETHBIX Y4aCTKOB
renoma, III'JIA ucnone3yet nonnyto nocienoparensHocts JJHK nanmenra.

XAPAKTEPUCTHUKA HAPYIIEHUM PEITPOY KTUBHOI'O 3JIOPOBbSI Y JKEHIIMH ®EPTUJILHOI'O BO3PACTA C
OKUPEHUEM

CyaraamyparoBaI.V. !, Ba6amkanosaI.C. |, Hazapoaes K.B. 2, Kepumora H.M. 2
ITamkeHTCKast MEIULMHCKAs! aKaieMus, ZpreH'-ICKI/Iﬁ ¢bunman

TamkeHTCKOH MeIUIIMHCKOM aKkageMUN

VYprenu, Y30ekucran

AKTyaJIbHOCTB. B HacrosIee BpeMs B psiJly OCHOBHBIX MacIITaOHBIX MPOOIEM YeIoBeuecTBa 3aHMMAET OXKUPEHHE, C BBITEKAIOLINUM U3
Hero MerabonuyeckuM cunzapoMoM. [lo manneiM BO3, k 2025 rogy mporaosupyercs yBennueHue Jimi ¢ oxxupenueM 10 300 mius. Oxupenue
MOXKHO pPaccMaTpuBaTh KaK BKCTPEMAIbHBINH (DaKTOp, BIMAIOLIMH Ha PENPONYKTHBHYIO (YHKLHMIO JKCHIIMH. O)XHUpEeHHe B TI'MHEKOJIOTHU
paccMarpuBaeTcss Kak (aKkTop BBICOKOIO PHCKA pa3BUTHsL HE TOJBKO cepaeuHo-cocyauctbix 3adoneBanuit (CC3), C/-2, TpomO030B u
TpoMOOGWINK, aTepocKiIepo3a M Pa3sHOOOPA3HBIX HAPYLIEHHH OBapUaIbHO-MEHCTPYAIBHOIO IMKJIA, CHHIAPOMA IOJIMKHCTO3HBIX SIMYHHKOB
(CIIKA), 6ecrutonus 1, I, runepruta3uy 3HAOMETPHS, HO U paKa SHIOMETPHS U TOPMOH3aBUCHMBIX OPTaHOB.

Heap uccaenopanusi: [IpoaHann3upoBaTs XapakTep penpoayKTHBHBIX HAPYIICHUH Y *KEHIINH ¢ 0)KUPEHUEeM/M30bITOUHOH Maccoil Tesia
U OIIPE/ICIIUTD YACTOTY UX Pa3BUTHSL.

MarepHaJibl U MeTOIbI: J{JIs JOCTHIKEHHS TIOCTABICHHON 11eJIN OblII0 00CIe10BaHO 48 MalMeHTOK C 0XKMPEHUEM/H30BITOUHON Maccoil
TeJia, 00paTHBIINXCS B YACTHYIO KIIMHUKY «Zurriyot-shifo» ropona Yprenu ¢ 2020 no 202 1rr. Kpurepuu BKIIFOUeHHS: HAIMYKUE H30bITOYHOTO Beca
WIN 0XKUPEHHS U PENpoINyKTUBHBII BospacT (oT 18 mo 44 ner). Kpurepun MCKIIOUEHHMs: HAIMYME OPraHMYECKOTrO MOPaKCHUs THIOTalaMo-
runogu3apHoit 001acTH, HaAo4YeyHUKOB. ONpeiessiii aHTPOIIOMETPHUUECKHE TIOKA3aTeIIH: POCT, BEC, 00bEM TaJIlH, PACCUUTBIBAIIN HHIEKC MacChl
tena (MMT) (BO3, 1997). Cpennuii Bo3pacT o0cineayeMbIX skeHIMH cocTaBii 28,245,8 (19-41 net) u cpeu HUX Ipeo0Iafaiv CeNbCKUe KUTEITH
(77%). Tlo aHTPONOMETPUYECKUM IaHHBIM: POCT JKCHIIMH paBeH 159+6,35 (146-170 cm), Bec mauueHrok — 86,3+12,8 (65-121 xr), cpennee
3HaueHne uHaekca maccel Tena (MMT) cocraBmiio 3444,67 (26,3-46,2 xr/m2), a okpy>kHOCTh Tamuu — 97,9+10,2 (84-131 cm). IIpu usydennn
COLMAJIBHOT'O CTAaTYCa XEHIINH BBIBICHO, 4TO 73% JKEHIMH SIBJIAIOTCA JIoMoXo3siikaMu. CpesHHIl BO3pacT HACTYILUICHHUS! MEHapXe cocTaBmi 12,7
+ 1,19 sier. B crpykType HapyIIeHU MEHCTPYalIbHOI'O IIUKJIA Y ITALIMEHTOB ObLIH BBISBIICHBI THIIOMEHCTPYaNIbHBII CHHAPOM - 39,6%, aHOMasbHbIE
MaTo4Hble KpoBoTeUeHUs — 4%, aucMeHopes — 45,8%, runepmeHcTpyanbHblid cuaapom — 8,3%. becruoauem crpananu 30 xenmus (62,5%), u3
HUX Ha JOJII0 MEPBUYHOrO Oecruionus npuxoautcs 22 manuentoB (45,8%), a Bropudnoe Oecrutonue BbisiBiIeHO y 8 (16,6% )manuentos. Cpenu
I'MHEKOJIOrMYeCKuX 3a00JIeBaHUM y JKCHIIMH MNpeoOiajald CHHIPOM MOJMKHUCTO3HBIX suuHUKOB (CIIKA) - 60,4% u ¢yHKuMOHanbHas
runepnponaktuaeMus - 41,6%. Kpome Toro, y onHOH 4eTBEpTH MALMEHTOB BBIBIEH aJ€HOMHO3, MHOMa BCTpedanach B 2% CIydaes,
HepasBUBaroLIasics: 6epeMeHHOCTS -14,6%, caMOnpou3BOJIbHBII BHIKHBIII B aHaMHe3e -10,4%, Hecnieruuyeckue BOCIIAIUTENbHbIE 3a00JIeBaHUS
opraHoB Majioro ta3a (B3OMT) — 27%.

BoiBoabl. Takum 00pa3oM, 03KMPEHHE JISKHUT B OCHOBE MHOTUX 3a00J1€BaHUII PENIPOyKTHBHOI c(hepbl )KEHCKOr0 OpraHu3Ma. Y UUThIBas
aKTyaIbHOCTh JIaHHOM TNIPOOJIEeMBbI, Ba)KHBIM CTAaHOBUTCS IIPOBEICHUE CBOEBPEMEHHOM NPO(QWIAKTHKH OXHMPEHHUs, TaKk Kak MHOIMe
MoauduiupyeMsie HakTOpbl PUCKa, KaK HAIpUMep, HENPAaBUIbHOE IMTaHUE WK THUIIOJMHAMUS, JIerde YCTPaHUTh ceifdac, 4eM B OyayIieM UMeTh
HOCIIECTBHSI 30BITOYHOTO BECa B BUJIE Psi/ia ATOJIOrMYECKUX COCTOSHUI C HEOIaronpUATHBIM HCXO/IOM.
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