Ha npaBax pykonucu

PoctomsH JIunus I'pantoBHa

CHHAPOM MHOKeCTBEHHBIX JHAOKPHHHBIX
HeomJia3ui 1 Tuna: pacnpocTpaHeHHOCTH Cpeid MAIHEHTOB
¢ IePBHYHBIM I'HIIepPIapaTHPE030M, KIHHUYECKHEe U
MOJICKY/ISIPHO-TeHeTHYEeCKHEe XaPaKTePUCTHKH.

(14.01.02 — DHIOKPUHOJIOTHST)

ABTOPE®EPAT
JIACCEepPTalMU Ha COUCKAHUE YUCHOU CTEIICHU
KaHAuJaTa MEIULIMHCKUX HayK

Mocksa — 2011



PabGoTa BbIMOTHEHA B OT/ICJICHUH HEHPOIHTOKPUHOJIOTUH M OCTEOIATHH
OI'Y «OHIOKpUHOIOrMYECKHI Hay4HbIN LIeHTp» Mun3apasconpassutus PO

(Ampextrop — axamemuk PAH 1 PAMH, mpodeccop U.1. [lenos)

Hayunblii pyKoBOAUTE/Ib:

JIOKTOp MEJMIMHCKUX HayK, Tpodeccop PoxxuHckas Jlronmuna SIkoBiieBHa,

Hay4yHblii KOHCYJIbTAHT:

JOKTOP MEANIIMHCKUX HayK, TrompnakoB AHatonuit Hukomaesuy,
OdunnanbHbie ONMOHEHTHI:
JIOKTOp OMOJIOTHYECKHX Hayk, mpodeccop Py6uos [lerp Muxaitnosuy,

WHCcTHTYT MONEKyIsIpHO#t Ononoruu nmenu B. A. Darensrapara PAH

JOKTOP MEAMITMHCKUX HayK, mpodeccop Jperais Anekcanap Bacunbesuy,
®YB MOHUKU um. M.®. Banumupckoro

Benymasi opranusaunms:

I'OY nmomomuuTensHOTO MpodeccnonampHoro obpazoBanus «Poccuiickas Menu-

nuackas Axagemus [locnenummomuaoro O6pa3osanus Poczapasay

3amuTa IUCCePTAMK COCTOUTCS «26» OKTI0pst 2011 1. B 14 4acoB Ha3aceAaHMH IHC-
ceprannonHoro Cosera J[ 208.126.01 B ®I'Y «OHIOKPHUHOIOTHYECKUI HAYYHBIH
neHTp» Munszapascorpa3sutus PO no anpecy: Mocksa, yin. JIM. YnbsiHoBa, a.11

C nuccepranueir MO)XHO 03HAKOMHUTHCS B OnOmnoTeke OI'Y « DHIOKpHHONIOTHYEC-
KU Hay4dHBIA HeHTp» Munsapasconpassutus PO no agpecy: Mocksa, yi. JIM.

VinbsHoBa, 1.11

ABTtopedepart pazocian 22 centsOpst 2011 1.

VYuensii cexkpetaps JuccepranuonHoro Coseta

JIOKTOp MEAMIMHCKUX HayK, Ipodeccop E.A. Tpomuna



OBIIA A XAPAKTEPUCTUKA PABOTHI

AKTYaJIbHOCTb TeMbI

B Hacrosmiee BpeMsl COTIaCHO SMHUAEMHOIOTHYECKHM HCCIICIOBAHUSAM,
nposeneHHbIM B CIIA u crpanax 3amanHoit EBpombl, MepBHYHBIN THIepHIapa-
tupeos (IIT'TIT) HaxomuTcst Ha TPETHEM MECTE IO PAcIpOCTPAHEHHOCTH CPEAH
JIpYTHUX SHAOKPUHHBIX 3a00seBanuil. I1o TaHHBIM OOIBIIMHCTBA aBTOPOB PACIIPO-
ctpaneHHocTh [IT'TIT oneruBaetcs ot 0,5 mo 1 Ha 1000 Hacenenus [Wermers RA,
2006; Adami S, 2002]. Inarnoctuka u aedenue namuerTos ¢ [II'TIT otHOCATCS K
BBICOKOTEXHOJOTHYHBIM BH/IaM MEAMIMHCKON ITOMOIIH, YTO TUKTYEeT HEOOXOqu-
MOCTB U3yUEHHS SMUAEMUOIOTUUECKON N KITMHIUYECKOH CTPYKTYPBI 3a00/1eBaHUS
JUTSL OTIpesieieHusl 00beMa METUITMHCKON ITOMOIIH, HEOOXOIMMON JaHHOH TpyTIre
MAIeHToB. B HacTosIIee BpeMst B OTEUECTBECHHON JTUTEPAType UMEIOTCSI HEMHO-
rouncienusle csenenus o II'TIT, momydenHble HA OCHOBE COOCTBEHHOT'O OIBITA
JICYCHUS TaHHOTO 3a00JIeBaHNS B OTACTBHBIX KinHIKaX [[Tapxucenko FO.A., 2007;
Kotosa I1.B., 2007, Moxpsimesa H.I"., 2011]. YuuTeiBas MUpOBBIC JaHHBIC U YHC-
JIeHHOCTh HaceneHus PD, pacueTnas 3a001eBacMOCTb OLIEHUBAETCS KaK 53 HOBBIX
cydas Ha 100000 Hacenenus B rox. OxugaemMoe oo1iee KOIMIeCTBO MAIIHCHTOB C
II'TIT moxet coctaButh oT 72500 1o 100000 yenoBek. B cBsA3M C BBILLIEU3II0KEH-
HBIM, NPEICTABIACTCS aKTyaJbHBIM M3Y4uTh BhisgBiseMocTs III'TIT B Heckoib-
KHX peruoHax Poccum, moioBoi M BO3paCTHOM COCTAB MAIMEHTOB M HCCIIENIOBATH
CTPYKTYpY 3a00J€BaHNS B POCCUICKOM MOMYJIISAIINH.

O6pryno III'TIT sBnsieTcst cropaguvdeckKuM, OXHAKO, B psANC CIy4acB OH
MOXET OBITh KOMIIOHEHTOM HEKOTOPBIX HACJIEACTBEHHBIX CHHIPOMOB [Marx
SJ, 2000]. Cpenu Hux Hambonee yacto BcTpedaetcs [ITTIT B pamkax cuHApOMa
MHOKECTBEHHBIX SHIOKpUHHBIX Heorunazuih (MOH) | tuma (ot 2 mo 4,5% cuy-
gae [I['TIT) B codeTaHWM C IHTEPONMAHKPEATHUCCKUMH HEWPOIHIOKPUHHBIMHU
omyxonsmu (H20) u agenomamu rumodusa B pe3yiaprare MyTanuu B reae MEN]
[Miedlich S, 2003]. HecmoTpst Ha To, 9TO pacupocTpaneHHOCTs MOH | Tuma He-
OoxpImas, mouck ocodbeHHocTel cuHapoMansHoro BapuanTa [II'TIT, sBiseTcs ak-
TyaJbHBIM JIJIS1 OTIPECIICHHS BEPHOM TAKTUKH JICUCHN S TAKUX MAIIEHTOB, a TAKXKe
JUTsL CBOEBPEMEHHOTO 00CIeJOBaHUsI pOACTBEHHHKOB. CBeneHMil 0 pacmpocTpa-
HeHHocTH cuHIpomMa MDOH 1 tuma cpexn namuentoB ¢ IIT'TIT, o k1uHUYECKOH 1
MOJIEKYJISIPHO-T€HETHYECKON XapaKTEepUCTHKE 3a00I€BaHNs B POCCHICKON TOITY-
nsinun HeT. CBOEBpEMEHHAs IMAarHOCTHKA U JICUEHUE TaKUX MAlMEHTOB MTPEICTAB-
JISIET ONpPEAEICHHBIC TPYIHOCTH, TIOCKOJIBKY MCXOHAs TeHETHUECKas! IIPEepaciio-
JIO)KEHHOCTH M COYETAHNE CIIEHUPUUSCKUX /IS TOPAKCHHS KaXX 10 3HJOKPHHHON
KeJIe3b CHMIITOMOB BHOCSIT BapHaOeIbHOCTh B KIMHUUECKYIO KAPTHHY U TCUCHHE
3aboneBanus, B Tom yucne IIITIT. [Nouck kirmHUKO-1a00paTOPHBIX (HAaKTOPOB,
xapaktepusyronux TeueHue [II'TIT nmpu cuaapome MOH 1 tuna HeoOxomuMm miist
CBOEBPEMEHHOTO OIIPE/IeNICHHS] CHHIPOMAJIBHOH (popMBbI 32001€BaHNs U TPOBEE-
aus nmeuennd [II'TIT B anekBaTHOM 00BEME.

B cBs13M ¢ BBIIEH3II0KEHHBIM MTPECTABIISCTCS aKTyaJIbHBIM U3yUNTh dac-



ToTy cuapoma MOH 1 tuna cpenu nanuentos ¢ III'TIT, onpenenuts cTpykTypy
KJIMHUYECKHUX MPOSIBICHUN 3a00JIeBaHMsI, IIPOBECTH MOJIEKYJISIPHO-TEHETHIECKOE
HCCIE0BAaHUE 715 BBISBJICHUS MyTalllil KaK IPUYMH PA3BUTHUSI ’TOTO CHHIPOMA B
POCCHUICKON MOMyNISAIUY.

lesb ucciaenoBaHus

N3yuuts snuaemuonornyeckue xapakrepuctuku II'TIT B poccuiickoii mo-
MyJSNNN, ONPENSIUTh KIMHUKO-Ta00paTOpHbIe W MOJICKYJISPHO-TEHETHYECKHE
xapaktepuctuku [IT'TIT npu cungpome MOH 1 Tuna.

3agaun nccje10BaHuA

1. OneHUTH pacIpOCTPAaHEHHOCTH 110 00PAIIaeMOCTH U KIIMHUYECKYIO
ctpyktypy IIT'TIT B 3aBUCHMOCTH OT TT0OJIa ¥ BO3pacTa (B 8 permoHax
Poccun).

2. OmpenenuTh pacIpoCcTpaHeHHOCTh cuHaApoMa MOH 1 Tuna cpenn
nauuenTos ¢ [II'TIT no pe3ynbpraraM NHJIOTHOTO MHUAEMHOIOT HYECKOTO
WCCIIEJOBAHUSI.

3. N3yunTh KIMHUYECKHUE MposBieHns cuaapoma MOH 1 tuma B poccwuii-
CKOH MONYJISILHH.

4. 3yunTh 0COOCHHOCTH KIMHUYICCKUX U JIA0OPATOPHBIX MTPU3HAKOB
MITIT y manmenToB ¢ cuaapomoM MOH 1 Tuma B cpaBHEHHH CO crIopa-
nnueckuM ITT'TIT.

5. UccrenoBath MONEKYISIPHO-TEHETUYECKIE HAPYIIEHUS, TPHBOASIINE K
cuaapomy MOH 1 Trna y manueHToB ¢ KITHHUYECKAMHA TPOSBICHUSIMHA
3a007eBaHN.

Hayunast HOBU3Ha

Brnepsrie B Poccun 66111 0000111eH onbIT BeAeHus nanuentos ¢ [II'TIT B He-
CKONIBKHX (HE TOJNBKO IEHTPATBHBIX, HO U PETHOHAJIBHBIX) KIMHUKAX, IIPOBEICHA
OILIEHKA KJIMHUYECKON CTPYKTYPHI 3a00JI€BaHMS, B TOM UHCIIE C y4eTOM BO3pacT-
HBIX U TIOJIOBBIX OCOOEHHOCTEH.

IIpencraBieHsl JaHHBIE O PACIPOCTPaHEHHOCTH cuHApoMa MOH 1 Tuma
cpenu nauueHTos ¢ III'TIT u xapakrepucTuka JaHHOW I'PYIIIb] NALIUEHTOB.

Brepsrie B Poccuu mpoBeieHO MOJICKYISIPHO-TEHETHIECKOE HCCICJOBAHNE
reHoB MENI u CDKNIB y naiiueHToB ¢ KIMHHYECKUM THarHo30M cuHapoma MOH
1 Tma, TPOIEMOHCTPHPOBAHA POJIb MOJICKYISIPHO-TEHETHUECKOTO HCCICIOBAHMS
B IMAaTHOCTHKE JAHHOTO 3a00ieBaHus. BRISBICHBI 7 TEHOMHBIX T€TEPO3UTOTHBIX
MyTauuii B rene MENI, He OTMCaHHBIX paHee B INTEpaType.

Brrssniensr ocobennoctu IIT'TIT, yka3prBaroriie Ha O0NBITYIO BEPOSITHOCTD
CHUHIIpOMaTbHON (OpMBI 3a00JIeBaHMs KaK MposiBiieHnus cuaapoma MOH 1 tuma,
1 000CHOBaHA HEOOXOAMMOCTD BBEICHUS MOJICKYIIPHO-TCHETHYECKOTO aHATTN3a B
aJITOPUTM 00CTICTOBAHMS TAKUX MMAIlHEHTOB.



IIpakTHyeckas 3HAYUMOCTh

[Tonmy4eHHbIe B X07Ie UCCIEOBAHUS PE3YIBTAaThl MOTYT OBITH UCTIOIH30BAHBI
B ONTHMHU3ALMU JUATHOCTUKH U JICYCHHUS pa3HbIX (JOPM IEPBUUYHOTO THIIeprapa-
THpeo3a (B TOM YHCIE B CO3AaHUH O0IIEPOCCHNCKOT0 KOHCEHCYCa M0 JUAaTHOCTHKE
u neuenuto [IT'TIT). Ha ocHOBE mOTy4eHHBIX TaHHBIX CTAHOBUTCS BO3MOKHBIM OTI-
pelesieHre TPy PUCKa, B KOTOPBIX B MEPBYIO O4epeb HEOOXOAMMO MPOBE/ICHHUE
ckpuHuHra runepkansiuuemuu u [T, yTo no3BoauT cokpaTuTh BpeMs OT Hava-
n1a 3a0051eBaHUs 10 TOCTAHOBKM JIMAarHo3a, yAy4lInTh TUIAHUPOBAaHUE HEOOXOIH-
MBIX BUJIOB MeTUIMHCKOI momomu. Co3nanHas 6a3a naHHbIX nanueHTos ¢ [ITTIT
MOXET CTaTh OCHOBOM 15 co3nanus nojgHoueHHoro peructpa III'TIT B Poccun ¢
BOBJICYCHHEM OONBIIETO KOTHYECTBA MEIUIIMHCKUX YUPEKACHUH U PETHOHOB.

Ha ocnoBanuu nosnyueHHbIX pe3ysbraTtoB y nanuentos ¢ III'TIT onpene-
JIeHbI (haKTOPbI, YKa3bIBAIOUIME HA HEOOXOJUMOCTH JOMOIHUTEILHOrO 00cIeno-
BaHHUS NI BBISBICHUSA BO3MOXXHOI'O HACJIEACTBEHHOTO BapHaHTa 3a00JIeBaHUS C
LIEJTBI0 OTPEACTCHHUS aJIeKBAaTHOTO 00BbeMa XHUPYPrHUUECKOr0 BMEIIATENbCTBA HA
OKOJOIUTOBUAHBIX kene3ax (OLLK) nus cHIkeHns prucka pa3BUTHUS PELUIUBOB.
Pa3paboTaHbl MpakTHYECKHE PEKOMEHJIAIUH 110 BEACHHUIO TMAIMEHTOB C CHHAPO-
MoM MBH 1 Tumna (c yueToM KIMHHYECKUX OCOOCHHOCTEH), a TaK)Ke 10 MEIUKO-
FeHETUYECKOMY KOHCYJIBTHPOBAHUIO U 00CIICIOBAHUIO UX POJCTBEHHUKOB TI0 pe-
3yJIbTaTaM T'€HETUYECKOr0 UCCIIEIOBAaHM .

AnpoOanust padoThI

OCHOBHBIE Pe3yJIBTaThl UCCIIEOBAHMUS TI0 MaTepuajIaM JUCCEPTALUHU OBbLITH
JojoxeHbl Ha BeepoccuiickoMm koHrpecce «CoBpeMEHHbIE TEXHOJIOTHMHU B 3HJOK-
punonoruu» (Mocka, 24.11.2009), MexnyHaponHoM HaydHOM (opyme «Ila-
TOJIOTHSI OKOJIOIIMTOBH/IHBIX JKEJI€3: COBPEMEHHBbIC MPUHLUIBI TUATHOCTUKH W
neuenus» (Cankr-IletepOypr, 29.05.2010), Kpyriom crone mo BompocaM smuje-
MHOJIOTUU U anropuTMoB JedeHus nanueHTos ¢ [IT'TIT B Poccun (r. Canxr-Ile-
tepOypre, 28.05.2010), VI cbe3ne Poccuiickoro odiiecTBa MEIUIIMHCKUX T'CHE-
tukoB (PoctoB-Ha-Ilony, 16.05.2010), CoBerianuu mo BOIpocam dIUIEMHOTIOT U
[I'TIT (OupokpuHonornueckuii qucnancep 13 r. Mocksa, 21.10.2010), 3acenanun
MocxkoBckoro obmiectBa sHg0KkpuHOI0roB 1o Teme [IT'TIT (27.10.2009), a taxxke
B BHJIe TocTepHbIX jokianoB Ha 13th ECE (Rotterdam, May 2011), 30th ASBMR
Annual Meeting (Montréal, September 2008), 8th ECCEO — Istanbul, April 2008,
Parathyroids 2010 (Pisa, February 2010), 12th ECE (Prague, April 2010), 14th
Congress of the ENEA (Lic¢ge, September 2010), 12th International Workshop on
MEN (Gubbio, September 2010). Anpobarnus TuCcCepTaINK IPOBEICHA HA MEKOT-
neyeH4Yeckoil HayuHoil koHpepenuuu OI'Y DHI] Munsapascorpassutust PO 16
Mmag 2011 roxa.

[To Teme nuccepranuu onyonrkoBana 21 neyarnas padora (7 U3 HUX B Be-
JOYIIUX PEeH3UPYEMbIX U3JJaHUIX, PEKOMEHJIOBAHHBIX B JICHCTBYIOIEM MEpEeIHe
BAK).

PesynbraThl MccienoBaHus BHEAPEHBI B KIMHUYECKYIO TIPAKTUKY OT/AENe-



HUH HEWPOIHJOKPUHOJIOTUHU U OCTEONATUH U SHAOKPUHHON xupypruu OI'Y SHI],
DHI0KpUHOJIOTHYecKoro qucnancepa /3 r. Mocksa.

O0beM 1 cTpyKTYypa pabdoThI

Huccepranus usnoxeHa Ha 206 cTpaHUIaX MalIUHOMUCHOIO TEKCTA, CO-
CTOUT U3 BBEJICHHSI, 0030pa JIMTEPaTy pbl, OMUCAHNS COOCTBEHHBIX HCCIICIOBAHNH,
3aKJIFOYCHHUSI, BBIBOJIOB, IIPAKTHYECKUX PEKOMEHIALINI M yKa3aTelsl CIUCKa JTUTe-
paTypbl, KOTOPbIM CONEPKUT 273 MHOCTPAHHBIX U 8 OTEYECTBEHHbBIX HCTOYHUKOB.
Juccepranus HILTIOCTpHpOBaHa 32 TaOnuIaMu U 28 puCyHKaMH.

MatepuaJibl 1 MeTObI HCCJIIOBAHUS

Coznanme 6a3p1 manueix namnueHToB ¢ [II'TIT nmpooamumocs B ®I'Y DHII,
Kak IeHTpe cOopa M aHANIUTHYECKOW 0O0pabOTKW JaHHBIX. Pa3paboTaHa 3meKT-
pOHHas aHKeTa peructpannn u Habmoaerus namuenta ¢ [II'TIT, kotopas ¢ pexo-
MEH/IAIUSIMU TI0 €€ 3aM0JHEHNIO ObUIH HAIIPaBJICHBI TITABHBIM HIOKPHHOJIOTaM 1
pacIpocTpaHeHHI cpeny Bpadel B pernoHax. Yepes 12 MecsiieB ObUTH MTOTYYCHBI
ankeTsl 3 8 pernonos (KpacHomapcknii kpait, TromeHckas o0m1acTh, Tomckas 00-
nmacTh, PoctoBckast o0macts, Pecrryonuka Kapenwus, YinpsHOBCKast o0macts, Moc-
KOBCKast 00:1acTh 1 T. MockBa). Taxke B 0a3y TaHHBIX ObLTa BHECEHA HHPOPMAITHS
o manuenTax, Habmogasmuxcs B @I'Y SHI ¢ 1995 no ampens 2010. [IpoBonunucsy
MIpOBEpPKa, 00paboTKa TaHHBIX AHKET, M CTATUCTUIECKNN aHAIIN3.

Bo BTOpYyIO WacTh MccnenoBaHusl OBLTH BKIIOYCHBI 62 MANMEHTA C KIIMHH-
gecKuM nuarHo3om cuaapoM MOH 1 tuma n 380 mamueHTOB CO CIOpagudecKuM
M[TTIT, nabmogasmuecs B ®I'Y OHII. [Imarno3 MOH | Tuna ycraHaBIuBaJics
COTJIACHO KPUTEPHSAM IO MEXIYHAPOAHOMY KoHCceHcycy [Brandi ML, 2001]. Kpu-
TepUH UCKItoUeHHs: cuaapoM MOH 2 tuma, cemelinsrii nuzonmupoanusiii [IITIT,
Bropuunblii [II'TIT, noOpokadecTBeHHAsT CeMelHas THIIOKAJBITY pHUecKast THIIep-
kamprueMust, pax OLLK.

[pu ananmze 6a3br manHbX namueHToB ¢ III'TIT u uctopwuit Gone3nu ma-
nreHToB ¢ MOH | Tuma MBI OTYYHIIA: 1eMOTpaguIecKue CBEJCHHS 0 OOTBHBIX
(o7, BO3pacT), JaHHBIC aHaMHe3a (IIUTEITHHOCTH 3a00JICBaHUS, TIPENIICCTBYIO-
1Iee JIeYeHNe, THHEKOJIOTHYECKNH aHaMHE3 ¥ BO3PACT BCTYIIJICHNS B MCHOIIAY3Y Y
JKCHIIIMH, CEMCHHBIA aHAMHe3, 0COOCHHOCTH JICKApPCTBEHHOW TepaIii), CBEICHUS
o xnuHnYeckux npossreHusx [II'TIT u MOH 1, pesynsraTsl ropMOHAIBEHOTO 00-
crenosanus (yposens [ITT, OK, B-CT, ), OmoxumMudecKkue TOKa3aTeNu (B KPOBH:
Cayyy Cayyy, hocdop, memnounas Gocdarasa, KpEaTHHUH; CYTOYHAS M yTPCHHSS
KaJIBI[IYpHsT) MCXOIHO 10 JeueHns. Ha 6a3e cooTBETCTBYIONINX MOApa3AeICHNN
OI'Y DHII BceM marneHTaM MPOBOIUIOCHE pyTHHHOE 00CIeToBaHHe, TIIATSIbHBII
cOOp MHAMBUAYATBHOTO M CEMEHHOTO aHaMHE3a, a TaKXe C IIeJbI0 CKPHHWHTA
cuaapomanbHbIX Gopm IIT'TIT onpenensiics ypoBeHb IPOITAKTHHA, BBITIOIHSIIOCH
V31 n/mmm MCKT OpromHo# MONOCTH 1 3a0pIOMIUHAOTO pocTpaHcTBa. Jlomon-
HUTEJIIBHO COOTBETCTBYIOMINE J1a00PATOPHO-MHCTPYMEHTAIBHBIE HCCIIEIOBAHNS,
B TOM 9Hcle (yHKIIMOHAIBHBIC TTPOOBI, TPOBOIUIINCH B TPYIIax pHUCKa (C OTA-
TOIIEHHBIM HACJICICTBEHHBIM aHaAMHE30M, B Bo3pacte 70 30 JeT, ¢ penngnBoM



MTTIT, muoxkecTtBeHnHbIe OLIK, HanMune NPU3HAKOB Oy XOIU APYTOU 3HIOKPUH-
HOM »KeJie3bl) I BCEM MaI[UeHTaM C YCTaHOBJIEHHBIM quarHozom MOH 1 tumna.

Jannbie o 39 nanuenTax ¢ curapomom MOH 1, KoMy ObLIIO TPOBEJECHO XH-
pypruueckoe seuenue III'TIT (c 1995 mo 2010 rr.) Ha 6a3e OTAENCHUS XUPYPIUH
@OI'Y DHIJ (3aBenytromnii otnenenneM — a.M.H. H.C. Ky3Henos), Obln oty deHsl
u3 mpoTokoIIoB orneparuii Ha OLLK u 3akiroueHmit maTroMopdoIOrHuecKuX Uccie-
JoBaHMil. B kauecTBe HEOIATONPHUATHOTO KIIMHUYECKOTO UCXO0/1a MBI HCCIIEI0BAIIH
gactory nepcuctupyromero [II'TIT (wenacryminenne pemuccun [ITTIT mocne xu-
PYPTHUYECKOT0 JICYEHHS]) U peluIiBa 3a00eBaHus, To ecTh Bo3ooHoByeHue [1T'TIT
yepe3 6 u Oosree MeCsIIEeB MOCIEONepaMOHHON peMuccri. Mopdoornieckoe uc-
CJIe/IOBaHME y/IAJeHHBIX aJJleHOM M TurepriiazupoBanubix OLLK Ob110 MpoBeieHo
B otaeneHnu naromopdonornn OI'Y DHI (3aBenyromunii oTAeIeHUEM — JI.M.H.
A.1O. AGpocumoB).

49 manueHTaM ¢ KJIMHMYECKMM AMarHo3oM cuHjapoM MOH 1 Tuna B na-
OGopaTopuM OTAEJEHUs HacleICTBEHHBIX sHAoKpuHomatuii PI'Y DHI (3aBemy-
ommii otaenenueM — aAM.H. A.H.TronpnakoB) ncciienoBanach HYKJICOTHIHAsS
nocnenoBarenbHocTh JIHK. ['enomuas JIHK Obina BeiieneHa n3 nepudepuieckon
LIeJIGHOM KPOBH ¢ Hcnonb3oBanneM Habopa Wizard Genomic DNA Purification Kit
(Promega, CILIA) o uHcTpykuuu nmpoussoautens. Metogom [11P ¢ nocnenyro-
IIUM CeKBeHUpoBaHHEM 2-10 3K30HOB U MPUIEKAIIUX yIACTKOB UHTPOHOB T€HA
MENI.

Ta6u. 1. ITocnenoBaTeIbHOCTH NpaiiMepoB Ui aMIIU(UKALMT U TIPSMOro CeKBeHUpoBaHus rena MENI.

IIpsimoii npaiimep (5’ to 3°) Oo6parublii npaiivep (5° to 3°)

MENI_2F: GGG GCG GGT GGA ACCTTA G MENI_2R: GGG CAG AGG TGA GGT TGA TG

MENI 3F: GGT TGG GTC ACA GGC TTG GA

MENI_7R: CCT AGG GAC TGG ATG GAA AG
MENI_S5F: GGT GGG TGG TCC CTG TTG

MENI_8F: CAG TGA GGA CCC CACCTACT

MENI_10R: CAG AAC ATG GGC TCA GAG TTG

MENI_9F: CTG GAG CCA GGG GTC TTT G

B 18 o6pasmax JHK, B KOTOpEIX MyTanuid He OBLIO BBISBICHO IPHU TPs-
MoM cekBeHupoBaHuH, MetomoM MLPA (multiplex ligation-dependent probe
amplification) B maboparopun Centre de Genetique CHU de Liége, benbrus,
(pyxoBoguTens nmaboparopun — mpodeccop. Bours Vincent) ObITH HUCKITIOYCHEI
OOJBIINE JCNEITUH/BCTaBKU Ha MPOTSHKEHUU Beero reHa MENI. Jlns sTod menun
ncnoibs3oBaics Habop SALSA MLPA kit P244 (MRC-Holland, Hunepnauasr) mo
WHCTPYKIUU TPOU3BOAUTENS (MHPOpPMAIHs O mpaiiMepax MpeacTaBlIeHA B JIUC-
cepramum). [IpogyxTer [TL[P 3aTem anamusuposanucs Ha ABI3730 DNA sequencer
(Applied Biosystems, Foster City, CA), pe3yIbTaTsl 2JIeKTpodope3a BU3yalTn3upo-
BaJIMCh IIPY TIOMOIIN ITporpaMMHoro obecrieuennst Gene-Marker software Bepcun
1.4 (Softgenetics LLC, State College, PA). KonmngecTBo reHeTHUSCKOTO MaTepraa
OIIPEIENSAIIOCh COTIIACHO MHCTPYKIMHU ¢ ucnosnb3oBanueM Coffalyser version 6.0
(MRC-Holland).



DTUM K€ MalueHTaM JOMOJHUTEIBHO MPOBOAUIIOCH MCCIEAOBAHUE T'eHa
CDKNIB B mabopaTopu¥ OTICIICHUS HACIEICTBEHHBIX JHIOKpuHOmatuii ®OI'Y
OHII.

Tabu. 2. [locnenoBarenbHOCTH HPaiMePOB U1 aMIUIMGUKALIMKY U TIPIMOT0 ceKBeHupoBanus rena CDKNIB.

IIpsimoii mpaiimep (5’ to 3”) O0paTHslii npaiimep (5’ to 3°)

CDKNIB_1F: GGC TGC GTA GGG GCG CTT TG CDKNIB 2R: TTG CCA GCA ACC AGT AAG ATC

Bce npotokonsl mposenenust IILIP nmoctymusl mo 3ampocy. OumncTka
[IP-nmpoxykTa mpousBoauiack mpu momomu HabopoB Wizard PCR Preps DNA
Purification System (Promega, CIIA) cormacHO WHCTPYKIHH TTPOU3BOIUTEIS.
[ocnenoBarensHocTH TipaitMmepoB MENI u CDKNIB mipencTaBiIcHBI B TaOIHIIaX
lu2.

Peakmnio ceKBeHNPOBAHUS BHITIOIHSIIN C UCTIONB30BaHIEM Habopa peareH-
toB BigDye Terminator v. 3.1 Cycle Sequencing Kit (Applied Biosystems, CIIIA).
Paznenenre CHHTE3MPOBAaHHBIX (PArMEHTOB MPOBOJMIIM METOJOM aBTOMATH-
YEeCKOT0 KaIHMJIISIPHOTO 3ekTpodopesa B aHamm3aTope 3130 Genetic Analyzer
(Applied Biosystems). IlomyueHHBIE pe3yabTaThl 00pabATHIBAd C ITOMOIIBIO
mporpamMMHoOro obecrieueHns Sequencing Analysis 5.1. B kauecTBe pedepeHCHBIX
MIOCIIEA0BATEILHOCTEH NCTIONIB30BAJIH IJaHHBIE TeHOMHOTO Opay3epa http:/genome.
ucsc.edu. B xauecTBe pedepeHcHOU mocnenoBaTenpHoCcTH KoMIemenTapaas JJHK
MENI n CDKNIB ucnionb3oBanuck cceliku Genbank [http:/www.ncbi.nlm.nih.
gov/sites/entrez] mox Homepamu NM 130799 u BC001971, cooTBeTCTBEHHO.

Craructndeckas 00pabOTKa JaHHBIX TPOBOJMIIACH C HCIOIB30BAHUEM I1a-
KeTa MpUKIaTHBIX mporpamm Statistica (StatSoft Inc., USA, version 7.0). Komn-
YEeCTBEHHBIC MTOKA3aTENN MPEICTABICHBl B BUJIC MEINAHBl M WHTEPKBAPTHIIBHBIX
pasmaxoB — Me [Q25;Q75]. ns KadyeCTBEHHBIX IPU3HAKOB MPHBEICHBI JOJNH.
Craructndeckas 00pabOTKa MOy YEHHBIX PE3yIbTaTOB MPOBOAMIIACH C TIOMOIIBIO
HeTlapaMeTPUUECKUX KPUTEPHEB CTATUCTUUYECKOTO aHAIN3a. JIJ1sl CpaBHEHHS IBYX
HE3aBUCHMBIX BBHIOOPOK IO KOJMYECTBEHHBIM MPH3HAKAM HCHOIb30BaCsH U-KpH-
Tepuil MaHHa-YUTHHU, IO KaU€CTBEHHBIM NpHU3HAaKaM — Kputepui y2. Jns ana-
JU3a CBSA3M JIByX IPHU3HAKOB MCIOJIB30BAJICS aHAJIN3 PAHTOBOM KOPPEISIUU IO
CnupMeny W ramma-koppesnsuuu. lccienoBanue BIUSHUS JeMOTrpaduyecKux,
KJIMHUYECKHX U JJA0OPATOPHBIX IIPU3HAKOB HA BEpOSTHOCTH Hasm4ust MOH 1 Tuma
OBLIO MTPOBE/ICHO C IMTOMOIIBIO PETPECCHOHHOT0 JIOTHCTHYECKOT0 anaiu3a. Kpuru-
YEeCKHH ypOBEHBb 3HAYMMOCTH () IPU MPOBEPKE CTATUCTUIECKUX TUIIOTE3 TIPHUHU-
maiics paBHbIM 0,05.

PE3VIIBTATBI UCCIIEJJOBAHUA U X OBCYX/JIEHUE

Xapaxmepucmuxa III'TIT ¢ Poccuu

B 6a3ze naunbix [IT'TIT Bcero Obuta cobpana nHdopmarius o 738 nanueHTax:
54% wu3 Mocksbl (n = 397), 11% u3 MockoBcko#t obnactu (n = 79) u 35% u3 53
peruonoB P® (n = 262). Tak kak nHGpOpPMAIUs O MALUEHTAX U3 § PErHOHOB, Ipe-



JIOCTaBHUBILIUX aHKETHI, ObLIa cOOpaHa COBMECTHO C TIIABHBIMH 3HJOKPHHOJIOTaMH,
cleAyeT MpeanoyaraTb, 4TO BO3MOXKHO OLEHUTH BblgBIsseMocTs III'TIT Ha 31Ol
tepputopun. Tak, pacueTHas pacnpocTpaHeHHOCTh 1o obpamaemoctu [II'TIT B
Mockge cocraBuia 0,042 Ha 1000 B3pocioro HaceneHus, MOCKOBCKOI o0iacTu U
Kpacnonapckom kpae — 0,01 na 1000 B3pocaoro HaceaeHus, a B OCTaIbHBIX PETHU-
oHax < 0,009 na 1000 Hacenenus. 9To okazagock MUHUMYM B 10 pa3 MeHbIIe MU-
POBBIX JAHHBIX HECMOTPS Ha TO YTO B MOCJIEJHUE TOABI OTMEUAETCS YBEIUUECHHE
konnvectBa HOBBIX ciaydaeB [II'TIT B rox (Tadum. 3), B ocHOBHOM (oJtee BEIPaKeHO ¢
2006 roxa, c mukoM B 2009 roxy (126 ciryuaes B rox).

Tabu. 3. lnarnocruka HoBbix ciayyaes III'TIT B rox.

Tox mocranoBKH AuarHo3a | KoJauuecTBo HOBBIX CJIyYaeB B 1ol Takas  ren-
Jlo 2000r B cpeatem 4 ciyuas B 1o (84 namenTa Beero) ACHLUs CBsI3aHa C

€ 2000r 110 20051 B cpeatiem 29 ciryuaes B rox (175 MALHEHTOB BCero) IIPOBOANMON HH-

2006 rox 93 cayaan 5 ron (bopmannoHHO-1IPO-

2007 rox 120 cayaes 5 rox CBGTIiIlTeHLHOﬁ ?a_

2008 rox 110 cnyaacn 5 rox 00TOM KacaroImencs

2009 ron 126 ciy4aes B rox HFHT’ pacummpe-

HUEM BO3MOXXHOCTH
onpenenenust [T, nposenenust aeHcuromerpuu, Busyanuzauuu OUK B Tom
YHcIe B PerMoHax, 0ojiee YacThIM Ha3HAUYCHWEM aHaJln3a KPOBHM HA KaJIBIUH TpU
00CJIeI0BaHNN T10 TIOBO/LY OCTEO0II0P03a, OOIH B KOCTAX U CyCTaBaxX, 3a00J€BaHNAX
nouek 1 XKKT.

[Ipn pacnpeneneHnn ManmMEHTOB MO BO3PACTHBIM T'PyNIaM W B 3aBUCH-
MOCTH OT T0JIa BBISIBJICHO, YTO B POCCHIMCKOM momymsinuu Hanbomuee yacto [ITTIT
JUarHOCTUPYIOT CPeAM KeHIIMH B Bo3pacte 50—359 net (23,8%) m 60—69 ner
(28,8%), B TO Bpems kak cpeau MyxunH [IT'TIT BeIsiBIIsIeTCSt OIMHAKOBO BHE 3aBH-
CHUMOCTH OT Bo3pacta (puc. 1).

4099 ner [IpeBanmpoBaHue KeH-
a2 muH (¢ cooTHomeHHeM 1:8)
ner
37% BO3MOKHO TakKke 00yCIIOBIIe-
70479 net
15% 164% HO TEM, YTO JKCHIIWHBI Yalie
9% 5o, TIPOXOIAT OOCIIENOBAHUE IS
o il JIMarHOCTUKU  OCTEONopo3a,
26% 233%
40149 net OCOOCHHO TIIOCNIE HACTYILIC-
2% 84%
30030 rer HHSI MEHOTIAy3bl, a Y MY>KUYHH
14 % 53%
2059 ner HKEHLLMHEI TIT'TIT Gonee yacTo ocTaercs
% 2% MY>XUNHbI
e P =My HEPACIIO3HAHHBIM.
net
04% Benymum knunHuuec-
Puc. 1. Pacnipenenenue 1o mnojy u Bo3pacTy. KHM CHMIITOMOM CpPEIH IMpo-

sseinennii [IT'TIT oka3amncst ocTeonopos, KOTOPHIit OBLT BBRISBIICH Y O0Jiee TOJTOBUHBI
nanueHTos (56%), y 20% ManueHToB TakKe BCTPEYAINCH MEPETOMbI Pa3IMIHON
nokanu3anuu. B memnoM HaGmonanack pazHooOpasHas, B TOM YHCIIE M HECTICIH-
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¢duaeckas CUMIITOMATHKa
Heiiponcuxuueckue Hapyuwenns N 30 % (pHC' 2) Oto  cBuzETENbC-
TBYIOT O TOM, YTO MAaILUEHT C
MI'TIT moxer oOpaTuThCs K
Bpayam Jr000ii criennaibHoC-
TH (TepamneBTy, peBMaTOJIOTY,

Kanbumdmkauus cocynos u cepaua Mm%
Kk B 14%

WHcunupapHblii cuiapom 3%

flsgennan Gonesnb N 18% yposory, HedpolIory, HeBpoO-
MK I 459 JIOTY, OPTOIEY-TPaBMAaTOJIO-
Mepenoms [N 20% Ty, KapIHOJIOTy U JIP.) KOTOPBIE

Ocreonopos N 56% JOJIKHBI ITIOAYMATh O TIT'TIT n
CBOEBPEMEHHO HA3HAYUTB JI0-
TIOJTHUTEIbHBIEC HCCIICIOBAHN S
kposu Ha Kasblui u [1TT muist Bepudukanum 1uarso3a. Y 00JIbIIMHCTBA OOIBHBIX
6but0 Manugectaoe teuenue [II'TIT — 74% (n = 532); manocumnTomHas — 18%
(n=129) n 6eccumnromuas — 8% (n=155) GOpMBI BCTpeyaIHCh 3HAYUTEIHHO
pexxe. HecMoTps Ha TeHIIeHIIMIO K OoJiee YacTOMY BBISIBJICHHUIO O€CCHMITTOMHBIX
1 MaJIOCUMIITOMHBIX (DOpM B TIOCIIE/IHEE BpeMsl, MpEeBaIMPOBAHNE MAHU(ECTHOTO
TEUYEHHUs] BO BCE MEPUOBI TIO3BOJISIET MPENIOIaraTb, YTo MITKHE (HOPMBI 4aCTO
OCTAIOTCSl HEPACIIO3HAHHBIMU (pHC. 3).

Puc. 2 Knunnueckue nposinerus [II'TIT

IIpu ananuze wmaHu-
¢ectroro III'TIT y sxeHIIuH
Ceconumonioc ) 308 300 Y MYKYUH B 00CHX TPyTIax B
MaHudecTHoe 250 OOJIBIIMHCTBE CJIy1daceB BCTpPEC-
yajgack cmemanHas Qopma
[TTIT, onHako y MYK4YUH
BHCLIEpAJIbHBIE  MPOSIBICHUS
BCTpEUAJIUCh Yallle, a Y JKeH-
% IIMH BBISBISUTUCH TPEUMY-
S0 50 [IECTBEHHO KJINHUYECKHE
8 45. 2@ 0 (OpMBI ¢ HAJTMYHEM KOCTHBIX
<2000 2000-2005 2006-2009 IPOSIBICHUN (CMEIIaHHAs |
Bpewerisie npoMexy Ty KocTHas Gopmal) (puc. 4). 3to
MOXXHO OOBSICHUTH TEM, 4YTO
Puc. 3. DBomrorus teaenust [IT'TIT. Cpenu TMAalHEeHTOB B HAIleM
HCCJICJIOBAHUH MTPUCYTCTBYET OOJIBIIIOE KOJIMYECTBO KCHIIUH B TOCTMEHOIIAY3¢ CO
cMmenranHbIM rene3oM notepu MIIK, a takke Gonee wactsiM m3mepennem MITK
JUISL TUAaTHOCTUKHU OCTE0NOopo3a.
ITo pesynbraram aHanu3a NpoBOJIMMOI0 JICYEHU S KOHCEPBATUBHASI TEpanust
o ooy [II'TIT Obuta HazHaueHa 28,3%, 11,5% manueHTOB HAXOMMIIUCH MO TH-
HAMUYCCKUM HaOmrogeHueM Oe3 sedeHwus, xupypruueckoe sedenue [II'TIT 6pu10
npoeqieHo B 64,9%. [To maHHBIM TMHAMHYECKOTO HAOIIOJICHHS MOCIIE OTepaIluu
peunauB Obl1 BoIsiBIEH y 14,8% (n = 51) cpenu mpociie)XeHHBIX B IMHAMUKE Ta-

msirkoe 26 %

200

150

Konnuectso naumentoB




uenToB (n = 343) uin 10,6%
BCEX OIEPUPOBAHHBIX MaIH-

BUcCLepanbHas

eHToB (n = 479). YuutsiBas
KoCTHas " °°3 KPUTEPUM IIOCTAHOBKU KIIU-
1 ‘”“ 53 W Hu4Yeckoro nuarmoza MODOH 1
;9 ‘;’g tuna, B 21,6% y manueHToB ¢
PEUUIUBOM HMMEJHCh OIYyXO-
CMeLuaHHasi 40 2 JIA DHAOKPHUHHBIX JKEJIC3, I10-
30 paXxeHUue KOTOPBIX TUITHMYHO
b 5 20 nns cunapoma MOH 1 tuna.
L Cpenu Bcex MaIUeHTOB B 0a3e
0 JIaHHBIX yJenbHBIM Bec MOH

”(f'l”*s%';" 68 1 tuma cocrasui 6,6%.

Puc. 4. Knunnueckue Gpopmsl Marudectroro II'TIT.

Xapaxmepucmuxa nayuenmos ¢ cunopomom MOH 1 muna
Bo BTOpyr0 wacTe paboOTHl OBLTM BKIIOYECHB 62 mamueHta ¢ MDOH
1 tumna (tabm. 4).

Tabu. 4 XapakTepucTuka naiueHTos ¢ cunapomom MOH 1 tuna (n = 62)

0 Hammentos ¢ Bonpmyro wyacte nanu-
ORasaNEN MDH 1 tuna €HTOB COCTABHMJIM >KCHIIUHBI,
TTox, n (%) My K4HMHbBI/’KEHIIMHBI 15 (24%) / 47 (76%) BO3MOXHO, B CBA3M C TEM, 4YTO
Bospact Ha MoMeHT nebrota MOH, et 30,5 [20-44] JKCHIIHMHBI O6pa]l[aIOTCﬂ K Bpaqy
Ilepesie npossiaenus MOH: 1o HOBOHY Hapy]l[eHI/Iﬂ MCHCpr-
<ot 22% AJIBHOTO IHUKJIA, WJIN ITPOXOOAT
« ageHoMa runodusa 48%
« HY0 KKT 24% 06CJIC,ZIOB3HI/IC JUISL JNarHOCTUKH
* OIyXOJIM HaAOYCUHHKOB 6% OCTCOH0p03a, a y My)K'-II/IH 3360_
Kpurepun MOH 1 Tuma: JIeBaHue 0oJiee 4acTO OCTAETCs
- TPH OCHOBHBIX KOMIIOHEHTa 379
- coueTaHHe ABYX OIyXoJeii 59 6"2 HEPaACO3HAHHBIM. Ilo JaHHBIM
Ay T A PORCTRCHIINGG ¢ 3,4% CeMeiHOTO aHaMHe3a 1 06cIte1o-

BaHHS POJICTBEHHUKOB y 22 ma-
[IMEHTOB B paMKax 13 cemeli OBIIT TOCTABIICH JUATHO3 CEMEHHON (POPMBI CHHIpOMA
MD3H 1 tuma. HecmoTps Ha 3TO, y TPETH MAIIIEHTOB HA MOMEHT MIEPBUYHOTO 00-
CIIeZIOBAHUS yrKe OBIIIN OTHOBPEMEHHO MOPaXKEHBI OoJiee 2-X SHJOKPUHHBIX JKeJe3.
3T0 00yCIOBIEHO TEM, UTO IMAIIUEHTHI, 0COOCHHO 0€3 OTATOIEHHOTO CEMEHHOTO
aHaMHE3a, JTUTEILHOE BPEMsI OCTAIOTCSI HEOOCIEJOBAaHHBIMHU, U B OOJIBIIMHCTBE
ciydaes, muardo3 MOH 1 Tuma cBoeBpeMEHHO HE yCTaHABINBACTCA.

B name#t cepun mamumentoB IIT'TIT couerancs ¢ ageHomamu THMOH3a
(75.8%) c nmpeBanupoBanueM mponakTHHOM (40%), TakKe ¢ COMaTOTPONMMHOMAMHU
B 23%, TOPMOHAIBHO-HEAKTUBHBIMHU agieHOMaMu — 17%, KOPTUKOTPOITMHOMaMHU
— 14%, cmemannoit cexperruul (CTT + ITPJI (n = 2), AKTT + I[IPJI (n = 1)) — 6%.

11
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VY 53% nuarnoctupoBansl HOO XKKT, nHanGonee 4acto ¢ mpu3HakaMu opraHuyec-
KOT'0 TMIIEPUHCYJIMHU3MA ¥ TOPMOHAJIbHO-HEAKTHBHBIE OITyX0iu — 110 30%, racT-
punombl — 21%, xkapuuHoun — 12%, pak — 9%, rimtokaronomsl — 6%. Bo3mox-
HBIM 00BSCHEHNEM TaKOT0 pacIpeesieHust ¢ OONIBIIOi JoJiel omyxosel runopusa
B Halueil BEIOOpKE, MOXKET OBITh TO, YTO B OTAEJICHUH HEHPOIHIOKPHHOJIOTHH U
ocreonatuit ®I'Y DHII, Ha 6a3e KOTOPOTO MBI TPOBOUIIH HCCIIETOBAHNE, ITUPOKO
3aHMMAIOTCs npodnemamu onyxoieit runoguza u [ITIT.

Monekynapno-eenemuyeckas ouaznocmuxa cunopoma MOH 1 muna

[Ipu uccrnenoBanum HykjIeoTHIHOU mocnenoBaTensHocT JJHK v 49 mamm-
enToB ¢ cuaapomoM MOH 1 tuna y 31 manuenTos (22 — ¢ cemeitasiM (13 cemeii),
1 9 — co cnopaandeckuM) ObIITH BRISBICHBI 20 TeTepO3UTOTHRIX MyTAaIlUU B TEHE
MENI (puc. 5).

bonpmuHcTBO MyTa-
LM pacnosarajoch B 3K30-
He 2 (25%), sx30me 7 (20%),
sk3oHax 8§ u 10 (mo 15%) u
sk3oHe 4 (10 %), B apyrux
9K30HaxX — pexe. MyTauui
B 9K30HaX 5 1 9 HaMH BBISB-
neHo He O0b110. Tompko 2 My-
TaIM{ BCTPEYAIUCh y TIpEN-
CTaBUTEIEH HEPOICTBCHHBIX
cemeit (mo 3 m 2 ciywas), u

3k30HBI rena MEN1

Puc. 5. Myraunu B rene MENI (npumedanue: *- MyTaIliu B HEPOJIC- o
TBEHHBIX CEMbSIX; TEMHBIM MIPU(TOM OTMEUEHBI paHee HEONNCaHHbBIE «ropsvux TOYCK MyTalUm»

MyTaum) CBOMCTBEHHBIX POCCUNUCKON
TIOMYJISIIUN BBISIBIICHO He ObuTo. Takyke MBI HEe HAIIUITM HU OMHOW W3 4-X Hambo-
Jiee 9acTo BeTpedaromuxcs myTanuii (B8 12,3% onmucaHHBIX B TUTEpAType CIrydasix
[Lemos MC, 2008]) cpemu Hamux manueHToB. MOKHO TIPEATION0KHATH, YTO MyTa-
LM 3TOH JIOKAJIN3AaLUU HE CBOMCTBEHHBI POCCUMCKON MOIMYJISLINH.

BonpmmacTBO MyTanuit (60%) ObUIO MpENCTaBIEHO MYyTAalHSIMH, TPHBO-
IAIIAMA K TIPEphIBAaHUIO CHHTE3a OelTka MEHMHA Ha pa3HBIX dTamax (Ieienuu u
BCTaBKH HYKJIEOTHJIOB CO C/IBUTOM paMKHu cuuThIBaHUS — 30%, HOHCEHC-MyTa-
unn — 25%, HapyeHue crutaiicuara — 5%), 1 peke BCTpedaich MUCCEHC-MY-
tanmn (40%). HecMoTps Ha TO, 9TO OONBITMTHCTBO MUCCEHC-MYTAIIHil HE TPABOIST
K TpyOBIM HapyIIEHUSAM CTPYKTYPHI O€IKa, TPH KOTOPBIX HEBO3ZMOYKHO OCYIIECT-
BIIEHHE €T0 (PYHKIINH, HAMHU He OBIIIO HAaliICHO COOTBETCTBHUI TOMY THITYy MyTa-
I MeHee BRIPaKEHHBIX KIIMHIYECKHUX MPOsBIeHNH. DeHOTHIT BCeX KOMIIOHEHTOB
cunagpoma (III'TIT, H30 XXKT, anenoms! rumodu3a) He 3aBUCEN HU OT THTA, HA OT
JIOKATH3AIIAN MyTaIluH. 7 M3 BRISBICHHBIX HAMH HApPYIICHHIH ITOCIIE0BATEIIBHOC-
TH HYKJICOTHIOB B TeHe MENI (5 MyTamuii co CABUTOM paMKH CYMTBHIBAHUS U 2
TOYCYHBIC 3aMEHBI) HE OBLIIN OMHCAHBI PaHEEe B INTEpaType.

VY 18 (37%) manueHTOB HApyUIICHUH HYKJICOTHIHON MOCIEIOBATEIFHOCTH



Ha IPOTsDKEHUH Bcero reHa MENI oOHapyKeHO He ObLIO, U OHU OBLIM OTHECEHBI
B rpynmny ¢eHokonuii. MoneKysipHO-reHeTHYECKHI aHaJIn3 TI03BOJIUII TIOJITBEP-
authk nuario3 MOH 1 B 63%. Mbl cpaBHUIIN TPYMIBI ¢ TEHETUYECKU MOATBEPXK-
neHHbiM MOH u ¢enokonusiMu. Y BcexX HMalMEHTOB C OTATOLIEHHBIM CEMEHHBIM
aHaMHe30M (n = 22) ObLIH BBISIBJICHBI TEHOMHbBIE MyTanuu B rene MENI. B rpymnme
C MyTalUsIMU 3HauuTeNIbHOE peobnanana manudecramnus 3adoneBanus ¢ HIO
KKT. Torma kak B rpymnie ¢enokonuit cuaapom MOH 1 yame nedrotuposan ¢
aneHoMbl Tunodusa. Kpome Toro, ageHomsbl runodusa yamie BCTPEYalnuch B IPyII-
e peHoKoNni — y BCexX, KpOMe OJIHOTO, ManueHToB (n = 17).

B atux nByX rpynmnax ajeHOMbI THIO(H3a pa3iInyalnuch TAKKe 110 THILY
CEeKpPETOPHON aKTHUBHOCTU. boblIyl0 4acTh B Ipynmne ¢ MyTalUsMH COCTaBUIU
nposaakTUHOMBI — 50%. B To BpeMs1, Kak TONBKO Y OJJHOTO MalleHTa C aKpoMera-
nuei ¢ aneHomoit runoduza cmemannoi cekperuu (CTT u [TIPJI npoxyunpyromiei)
Obu1a BbIsiBIIeHA MyTalus B rene MENI. Y ocTainbHbIX 9 MAllMEHTOB C COMaTOTPO-
MMMHOMaMHU, MyTauuu B rene MENI He BbisBiIeHbl. Cpelu NalUEHTOB C T€HETH-
YECKHU MOATBEPKAcHHBIM nquardo3zomM MOH 1 tuna y 80,6% 6t HO0 XKKT, a B
rpynne 0e3 mytauuii oHn OblIu KpaitHe penku. Takum o0pasom, npu GpeHoKonusIxX
npeobianatoT BapuaHThl cuHapoma ¢ couetanueM [II'TIT ¢ anenomamu runodusa,
yale coMaTOTPONMHOMAaMU.

VY 5THUX manueHTOB NpH cekBeHupoBaHuU reHa CDKNIB, KoaupyoIero
WHTHOUTOP IUKIMH-3aBUCUMOM KMHA3bl U HanOoJee 4acTO OTBETCTBEHHOTO 3a
pa3BUTHE JAHHOIO BapuaHTa (PEHOTHIA, HU B OJTHOM CJIy4ae HaMU HE OBLIIO BBISB-
JICHO HapyIIEHUH HYKJIEOTHUJHON MOCIEI0BaTEIbHOCTH.

Bo3M0HO, B JTaHHOM clly4ae NIPUCYTCTBYIOT APYTHE MEXaHU3MBbI Pa3BUTHUS
OITyXOJIeH SHJIOKPHHHBIX JKeJle3 U (PaKTHUECKH MAaTOreHETHYECKUE MOJIEKYIISIPHbIE
OCHOBBI Pa3BUTHSI KOMITIOHEHTOB MOH B IIOI0OHBIX CiTy4asx ellle He OIpe/elICHbI.

Ocoobennocmu HT'TIT npu cunopome MOH 1 muna

Ta6n. 5 CpaBHeHHE KIMHHYECKUX U 1aOOPaTOPHBIX NoKa3aTeneil B rpynnax MOH 1 u copaaudeckoro ITI'TIT.

IMoka3arenu OI'TIT cMBH 1 (n = 62) c¢.IIT'TIT (n = 380) P
ITox, M/x 17/45 (1:3) 37/341 (1:9) 0,001
Bospacr ge6rora [II'TIT, net 39,5 [28;51] 57 [48;64] <0,001
MuoxectBentbie OIIK 59,6 % 52% < 0,001
IITT, /M 143 [107;220] 191 [126;368] 0,001
Cay,, MMOTIB/T 2,82 [2,6;3,01] 2,81[2,6;3] 0,28
Cay .\, MMOJIB/TT 1,3 [1,2;1,48] 1,36 [1,26:1,5] 0,06
Docdop, MMOITB/T 0,9 [0,8;1,05] 0,87 [0,73;1] 0,002
Msirkoe TedeHue 34 % 19% 0,008
Hedponurnas 56 % 45 % 0,049
SI3BenHas 00Je3Hb 23 % 20 % 0,52
Ocreornopos 57% 68 % 0,08

13
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Bo3zpacT nocTaHOBKM AMarHo3a oKa3aiacs CTaTUCTHUECKH 3HAUUMO MEHBIIIe
y nanpeHToB mpu MOH 1 tnna u y nonosuns! nanuentos [T TIT geGroTrposan 1o
40 net, B otauuue oT cnopaguueckoro Bapuanta [II'TIT, koTopelii yaiie MaHH-
¢dectuposai nocie 50 et (B 70%). COOTHOIIEHNE MY>KYUH U JKCHIIHUH B TPYIIAX
MDH 1 tuna u cnopaguyeckoro [II'TIT coctaBuio 1:2,6 u 1:10, cooTBETCTBEHHO.
IIpu »ToM npu MBOH 1 Tuna 3To COOTHIIEHHE CTAHOBUTCS paBHBIM 1:1 TONbKO B
rpyImne nanueHToB Monoxke 30 JeT. 9YTO CBUJETENbCTBYET O PABHO3HAUHOM IO-
pakeHHH MAIMEeHTOB 00enX 1oJIoB MpH cuHApoMaibHoM Bapuante [IT'TIT, a cme-
LIEHHE €Tr0 B CTapIleil BO3PACTHON IPpyIIe B CTOPOHY MPEeBaIUPOBAHUS KEHCKOTO
T10J1a MOXKET OBITH 00YCIIOBIIEHO OOJIBIIEH PacIIpOCTPAHEHHOCTHIO BCEX BAPUAHTOB
MTTIT y >keHIIUH B HOCTMEHOMNAy3€.

B namem uccnenoBaHuy, Tak ’e Kak [0 JaHHBIM JIUTEPATy PbI, CIIOpaudec-
kuii [II'TIT B GopmmHCTBE CitydeB 00yclIOBIIeH yBenuueHueM enquHuaHoi OLLK
(93%), a mpu MDH 1 Tuna y 6onee mosoBHEI nanueHToB (59,6%) onpenensiock
MHO)kecTBeHHOe mopaxkeHue OILK. Cpenu mabopaTopHBIX TOKa3aTelel ocodoe
BHUMaHHe npusnekaeT yposeHs [ITI. ITpu MOH 1 tuna orMedanocs yMepeHHOE
nobitieHue [1TT: y 6onee monoBuHEI nanueHToB (64%) 10 2,5 pa3 BbIIIE BEpXHEH
rpaHuisl pedepeHcHbIx 3HadeHni. [Ipu cnopaguueckom [I'TIT vame oTmevaercs
BeIpaxkeHHoe noBbieHue [1TT (y mosnoBuHEI nanueHToB O60nee 3 pa3 BhIIIE BEpX-
Hel rpaHuIbl peepeHCHBIX 3HaYeHni). [Ipu aTOM ypoBHHK Cagy, 1 Cay o, B OTHX
rpynnax CTaTHCTHYECKHM 3HAYMMO HE pas3iindyayinch. B Hamiell BhIOOpKE MATKHE
¢dopwmsr TIT'TIT guarnoctuposanucek vamie npu cuapome MOH 1 Tuna, yem npu
cnopaauueckom II'TIT (33,8% nmpotus 19%). HecMoTpst Ha TO, 9YTO MAI[UCHTHI C
MDO3H 1 Tuna oxa3alnuch MOJ0XKeE, 4aCTOTA Pa3BUTUSI KOCTHBIX U BUCLIEPATIBHBIX OC-
noxuHeHu# npu cnopaguaeckoM [II'TIT 1 MOH 1 tuna ve paznnyanacs (Tabda. 5).

V namuentoB ¢ MOH 1 tuna xoctHble B nouedyHnie ociaoxHenus ITTTIT
BCTpEYAINCh B PaBHOM CTENEHH: MOUYEKaMEHHasi OOJe3Hb JHAarHOCTHpPOBaHA B
56,2%, octeonopo3 — B 54%. SI3BeHHas Ooie3Hb kedayaka w/wim 12 nepcTHOH
kumku — Yy 23,4% nanuenToB. CienyeT OTMETHTB, 4TO y 46,2% MalueHToB ¢ 9po-
3uBHbIMH TopakeHuAMH JXKT TII'TIT coderancss ¢ racTpUHIPOAYIUPYIOMIUMU
HEHPOIHAOKPUHHBIMU OITY XOISIMU.

IopaxeHnue moyek B BUJE KOHKPEMEHTOB WMJIM MUKPOIHUTOB OJHOW WU
00enx ToYeK HEeCKOJIBKO Yalle BhISBIsUINCH pu MOH 1 Tuna, mo cpaBHeHHIO C
rpynnoii copaauueckoro IT'TIT (56,2% npotus 45%). YaurteiBas 6osee Moionon
BO3pACT NAIlMEHTOB TH JJAHHBIE MOTYT CBUJIETEIBLCTBOBATH O OOJiee paHHEM BOB-
JIEUEHUU TOYEK B maTonoruueckuit mpouecc npu MOH 1.

PacnpocTpaHeHHOCTh OCTEONOPO3a CTATUCTUYECKU 3HAUMMO HE pa3iuda-
nack nipu criopaandeckoM IIT'TIT u MOH 1 (68% npotus 57%), B TOM uucie oT/e-
JIHO B Pa3HBIX OTJENaX cKejeTa (Tadir. 6).



Tabu. 6. Camxenne MITK y nannentoB ¢ MOH 1 u cniopajguueckum ITTIT.

OraT e M3H1 | c.OTOT

Iloxa3arenun P
(0 = 62) (n = 380)

L2-L4
Ocreornopos 37% 42% 0,52
Ocreonenus 28% 21% 0,006
Femoral Neck
Ocreoropos 17% 22% 0,41
Ocreonenus 31% 39% <0,001
Total hip
Ocreoropos 15% 19% 0,56
OcTeomnenns 23% 30% 0,008
Total Radius
Ocreoropos 38% 50% 0,16
OcTeomnenns 22% 14% 0,01

Z xpurepuii (S0
by Fa L o
o
[

O heanana
Qs
min, max

L2-L4 ()
Femorsl Nedk ()
Triochanter (Z)
TotalHip )
Rradius Total (@)
Radius 33% ()

Puc. 6. MIIK (110 Z kputepuio) y nanuentos ¢ MOH 1 B pasHbIx
otnenax ckenera (H= 13,47, p=0,0012).

IIpu MBH | Tuna ot-
MEUYEHO PaBHO3HAYHOE CHHUIKE-
Hue MIIK B pa3nuusbIX 0TnE-
nax ckeneta (puc. 6). Takxke
y 38% umenace noteps MIIK
B Ipenenax 3HAYEHUH COOT-
BETCTBYIOIIUX KPUTEPHUAM OC-
TEOINIEHUH BO BCEX OTJEJNIaX, HO
Oonee BeIpaK€HHAsI B 00JIacTH
JIUCTAIILHOTO OT/IeJIa MpeJie-
Ybs U CTATUCTUYCCKH 3HAYNMO
yaie, 4eM IpH Clopajnyec-
koM IIT'TIT (tabu. 6).

VY 1oJIOBUHBI TAlUMEH-
ToB ¢ MOH 1 tuma go 30 ner
NMpU TOCTAaHOBKE JMarHo3a
III'TIT maGmromasock CHUXKe-
Hue MIIK (B 40% mo ypoBHA
OCTE0MOopo3a), a B BO3PACTHOM
rpymre crapie 50 gety 100%
MalMeHTOB OTMEYaloCch CHH-
xenne MIIK (73% no ypoBHA
octeonopo3a u 'y 27% no oc-
TEeOoNeHnn). Takoe CHUKEHHUE
MIIK B Tpex OCHOBHBIX OTJe-
Jax CKelleTa y NalHueHTOB C
MD3H 1 Tumna cBsi3aHHO OTYac-

TH ¢ BIMsiHUEM paHHero pa3sutus [II'TIT, To ecTh B nepuon JOCTUXKEHUS NIUKa
KOCTHOHW MacChl, UTO B JlajibHEHIeM noBeIaeT puck cHmxenus MIIK y nannoit

TPYIIbI NaLIUEHTOB.

PasBuTune KocTHBIX U BuctiepaidbHbIX mpossaeHuit IIN'TIT npu MOH 1 Tuna
MIPOUCXOIUT HE3aBUCUMO OT cTerneHu noBeimeHus I[1TT (B oTnuuume ot ciopaau-
yeckoro [IT'TIT, rae on obpaTHO Koppenuporai ¢ MIIK Bo Bcex oTaenax u ObLI
ACCOLIMHUPOBAH C YaCTOTON HE(YPOIUTHA3A), UTO MOKET OBITH CBSA3aHO C OOJIBIICH
YyBCTBHUTEIBHOCTHIO perentopoB k [1TT, Oosiee BbICOKOI ero OMOaKTHBHOCTHIO
W/WIM HAJIMYUeM JPYTHMX MEXaHU3MOB BOBJICUCHHUSI OPraHOB B MATOJIOTHYECKUN

nporecc (tadm. 7).
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Ta6n. 7. B3anmocsa3b Mexay yposHeM ITTT n nokasarensmu MIIK n wacroToit HepponuTuasa npu MOH 1 u
crnpotaandeckom II'TIT

MIIK no Z-xpurtepuio (SD)
- - Hedponuruas
L2-L4 Neck Total hip Radius | Rad. 33%
MDH I (n = 62)
r=-0,21 r=-0,12 r=-0,14 r=-02 r=-03 r=0,14
arr
p=0,16 p=044 p=092 p=0,17 p=0,06 p=0,27
.IITTIT (n = 378)
r=-03 r=-0,28 r=-033 r=-0,44 r=-0,49 r=0,27
arr
p<0,001 p<0,001 p<0,001 p<0,001 p<0,001 p<0,001

Takum o6paszom, Bo3pact aedrora [II'TIT npu MOH ObL1 Mitaaiie, ypoBeHb
ITT suxe, III'TIT B ocHOBHOM ObLT 00YCIOBICH MHOKECTBEHHBIM MOPaXKEHUEM
OUIX u yamie nMen MsATKoe TeueHne. Takke 3aMEeTHO pa3andajoch COOTHOIICHHE
MY XYHUH 1 )KeHIIHH B rpynmax ¢ MOH 1 u 6e3 MOH. Dtu noka3atenu HaMu ObIITN
BKJIFOUEHBI IPH MTOCTPOCHUH MOJICIIH JIOTUCTHYECKON PErpeccHy B KauecTBE Hesa-
BUCHMBIX ()aKTOPOB, JJIsl ONPECIICHHsI X BIMSHUS Ha POrHO3 BbIsiBIeHnss MOH
1 Tuna (3aBucumas nepemerHas) (Tadm. §).

Tabm. 8. Pe3ynbraTsl 01HO(GAKTOPHOTO aHANN3A.

OR |[95%mu| P C »TOl TOYKH 3peHUs
Ton 031 0.16-0.6 <0.001 HauOOJIbIIEE KJIMHHYCCKOC
U CTAaTHCTHYCCKOC 3HAYCHUEC
Bospact na moment ae6rora IITTIT:
« 110 30 et 8,26 4,12-16,55 <0,001 UMEJI0 TIOBBILMICHUE YPOBHA
« 110 35 et 8,65 4,55-16,43 < 0,001 HTF 2 5 v
« 10 40 et 6,45 3,6-11,56 | <0,001 A0 £,5 Ppa3 BbIIIC BEPXHCH
« 110 50 et 637 | 3.64-12.44 | <o0,001 rpaHHIBl HOPMBL B Kauect-
Hcxonuerit yposens ITTT: B€ KPpUTHUYCCKOIO 3HAUYCHUA
TOBBILICHHE BbILIE BEPXHEH rPaHHIIbI
102 pl;—s P 1,52 0,86-2,68 0,14 BO3pacTa ,He6IOTa TIT'TIT ObLn
110 2,5 pa3 2,77 1,57-4,86 <0,001
110 3 pa3 2,59 1,42-4,7 0,001 011\-[/[peZ[eH§H B03paCT no 40 JeT
Msrkoe teuenne [IT'TIT 2,17 1,2-3,91 0,009 ( e) (Ta JL. 9)
MuoxectBenubie OIK 17,36 8,93-33,74 <0,001
Tabu. 9. Pacnipenenenne NaueHToOB B BO3PACTHBIX TPyNIax Jo 1 nocie 40 ier.
10 40 et | mocre 40 ner . OTH mokasatenu ObUIH
(n=83) (n = 355) [IOCJEA0BATEILHO BKJIFOUEHBI
Hamirare M2H 1 trma 37,38 % 8,45 % 0,002 B JaIbHCUIINA aHAJIU3 COB-

MECTHO C MSTKHM TEYCHHEM
[II'TIT u nosnom. HecMOTpst Ha TO, YTO TaKOW KJIMHUYECKUH IPU3HAK, KAK MHOKEC-
tBeHHbie OLLDK, makcumanbao npeackassiBai Haaudue MOH 1 tuna (OR = 17,3)
OH HaMM He ObIJ BKJIIOYECH B AAJIbHEWIIHNI aHaIM3, TAaK KaK OIlEHKa KOJMYeCTBa
yBennueHHbIX OLXK Ha noonepannoHHOM dTane 3aBUCHT OT psia APYTrux BakTo-
PpOB (METOOB TOMMYECKOIN quarHocTukH, pacnonoxenue O u npyrue), uz-3a
Yero CylIeCTBEHHO CHU3UJIACh Obl TOYHOCTD IIPOBEICHHOIO aHAJIN3a.
Jloructuueckas perpeccus nokasanua, 4To KOMOWHAIUsS YMEPEHHO MOBBI-



menHoro yposHs I1TT" u Bo3pacta miaame 40 siet noseimaia 6onee uem B 12 pas
puck Hanmnuus MOH 1 BHe 3aBucuMoct ot nona u TeueHus [II'TIT (tadm. 10).

Ta6u. 10 PesynbraTel MHOrO(GaKTOPHOrO aHATH3a (MO JIOTHCTUYECKON PErpeccuu)

OR | 95% 1u P CodeTaHne y TallIeHTOB

p— " ¢ III'TIT noBbllIeHUsT yPOBHS
BBILIE BEPXHEH I'PAHUILIBI 10

2,5 pas 12.5 IITT no 2,5 pa3 Bbllie BepxHEH
" » 5,45-28,66 <0,001
Bo3pact nebrota ITTTIT 1o 40 net rpaHUIbl HOPMBI C BO3pacTOM
Tesenue ITTTIT (sarkoe) 16 0.82-3,14 016 | 21040 meT okazanock 10CTOBEP-
Toxn 0,43 0.19-1,01 0.09 HBIM TIPU3HAKOM, OIpeIeis-

IOITUM BEPOSTHOCTH HATHYHS

M3H 1 tuma. B rpynne MOH 1 tuna 0o 33% Takux MamueHToB, a B TPyIINe

cnopaaudeckoro III'TIT — tonbko 2,7%. Cpenu Bcex MalleHTOB HAIIel BHIOOD-

KM, COOTBETCTBYIOIIUX 3TOMY KpuTepuio (n = 31), 66,7% Obutn n3 rpynmst MOH 1
THITa, YTO COOTBETCTBYET BEICOKOW MPOTHOCTHYCCKOM IIEHHOCTH.

B mameMm mccienoBaHWM MBI HE OICHHBATH SKOHOMHYECKYIO d(PPEKTHB-

HOCTb MPEIIIOKECHHOTO MTOIX0/1a, OTHAKO, MOYKHO MPEIIOIOKHUTE, YTO PEKOMCH 1a-

[UsI TPOBEJICHHS MOJICKYIISIPHO-TEHETHYECKOTO aHAllN3a B JJAHHOM CiTydae 000c-

HOBaHa, TaK KaK B HAIIEH BEIOOPKE TPYIITY PUCKA IT0 3THM KPUTEPHSIM COCTABUIN

6,8% maruenTos ¢ [II'TIT, mpu sToM u3 HEX 2,2% OBLIN MAIUEHTHI CO CIIOPaTH-

geckuM [IT'TIT. B To BpeMs kak, corjJacHO HanmOoJee pacipoCTPaHEHHOMY B Ha-

crosmee Bpems noaxoxy (ckpuHuHr MOH 1 Timna y manuenTtos ¢ [ITTIT mmanme

50 1et), mpoBeneHUE JOTIOTHUTEIIEHOTO KOMILIEKCHOT'O 00CIIeIOBaHUS TOTpeOoBa-

JIOCh OBbI 36% TallMeHTaM B HAIlleM UCCIICIOBAaHUH.

Takum oOpazom, mory-

He M3BECTHO peLnaus YEHHBIA KPUTEPHI MOKET OBITH

18% HCPCHCT;pywmﬁ HCIIOJIB30BaH IS MHUIIHALIMU

TCIIT nocka MOH 1 Tuna y nauues-

ToB ¢ [II'TIT Ge3 oTsATOIIEHHO-

r'0 CEeMEHHOT0 aHaMHe3a U JIPy-

TUX OIyXOJeH, XapaKTepHBIX

Hoé’f(‘;gf:li’; gg;gfmﬂ MOH 1 tuna, ¢ maapbHEHITHM

5% NPOBCACHUEM  MOJCKYISIPHO-

Peq";ﬁi‘;’;gp‘[’;”e TE€HETUYECKOTO aHaJIMn3a.

49% B Hameit BeIOOpKe 39

Puc. 7. PCSyHBTaTBI TIPOBEACHHOT'O XHPYPTUICCKOTO JICHCHUSA HaHI/IeHTaM C M9H 1 Tina

HOTTIT npu MOH | tuna OBIJIO TIPOBEACHO XUPYpPTrHUEC-

Koe seuenue no nosoxy II'TIT

B pmaammke Ham ymanmoch mpocieanTh 30 manmueHToB (CpOK HaOIomIe-

Hust — 3 rona [1;5,5]). Pemuccus IIT'TIT nabmtomanack y TOJIOBHHBI OTICPUPOBAH-

HBIX manueHToB (n = 19). Penunue moce mepBoii onepauu Ob11 BeIsSIBICH ¥ 30%

(n =9) npocnexeHHBIX B AMHAMUKe (23% cpean BceX ONepHpOBAHHBIX OOIBHBIX).

BompmuHCTBO cityyaeB penuanBa (n = 7) pa3BHINCH TIOCIE CEICKTUBHOTO yaale-

28 %
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Hus 1-2 OLPK. Taxke penuaus OblT AMArHOCTUPOBaH y | marueHTa depes 7 et
rocsie CyOTOTaNbHON MapaTHPEONIPKTOMUN Uy | uepe3 8 MecsilieB 1mocie TOTalb-
HOW mapatupeougdkTomMuu. TeM He MeHee, MOATBEPKICHUN TOrO, UTO TUI OIle-
panuu SBISETCS MPEAUKTOPOM pa3BUTHs peunansa uin nepcucrenun [1I'TIT, B
HAIIIEM HCCIICIOBAHNN MBI HE TIOJIYYHJIN M3-32 HEIOCTaTOYHOT0 00beMa BBIOOPKH,
a TaKk)Ke HeJIOCTATOYHBIX CPOKOB HAOJIOICHUS ITOCIIE OTIEpaliny.

Bompoc 0 BpemMeHU ITpoOBeIeHNS ONEpALNU JIOJDKEH ObITh pelleH WHINBH-
JyallbHO C Y4eTOM JMHAaMHUKH Pa3BUTHS KOCTHBIX M BHUCIEPAJILHBIX MPOSBICHUN
[I'TIT maxce mpy MSATKOM TeYeHUH 3a00JIeBaHMsI, TaK KaK ATH NTapaMeTpbl HE BIIH-
SIFOT Ha BEPOSITHOCTH pa3BUTHs peruanBa (tadu. 11).

Ta6u. 11. CpaBHeHHE TPy HALIMEHTOB € Pa3HBIMHU HCXOJIAMH IOCIIE XUPYPrUYECKOr0 JCUCHUsI
OrcyrcerBue penuausa | Iepcuctupyrommii IICTIT P
mn=19) (n=4) u peuuaus (n =9)
MyTtauuu B rene MENI 7/16 9/11 0,05
Mirkas ¢popma ITTTIT 26% 36% 0,78
Cewmeitnas popma MOH 26% 72% 0,04
Ca o6uuit, MMOJIB/I 2,94 [2,77;3,12] 2,99(2,68;3,35] 0,61
IITT, /Mo 181,3 [134,8;313] 153,3 [113;252] 0,55
Bospacr ne6rora IT'TIT, ner 44 [29;55] 33 [25;39] 0,19
Iepuox mexay aediotom ITTIT
n onepanueii > 1 roga 26% 54% 0,51
Cpok, net 11 1,5[1;6] 0,28

BoiBoabI

1. a. IITTIT B P® nanbomnee yacTo AMATHOCTUPYETCS CPEIN JKEHIITIH B BO3-
pacte 50-59 net (23,8%) u 60-69 net (28,8%), a cpean My>XKUYNH — 3HAYUTEITHHO
pexe (COOTHOIIeHNE MY KUHH U JKeHIIHH — 1:8) BHE 3aBHCHMOCTH OT BO3pacTa.

6. Ilpeobmanaror manupectusie Gpopmbl (74%) IITTIT. Msrkue dopmbl
[II'TIT B yciioBusAX peiKoro Ha3HAUEHUs ONPEINEIICHUSI YPOBHS KaJbLUs B I'PYyII-
max pucka [IT'TIT gacTo ocTaroTcs HEpaclo3HAHHBIMH, H B OOJTBIINHCTBE CIIydaceB
[TITIT ycranaBamBaeTcs, Koraa nMeroTcess KocTHbIe (87%) u BuctepansHbie (65%)
MIPOSIBIICHUA: y MYXYHH — B PABHOU CTETICHH, A y JKCHIIUH — MPEUMYIIECTBEH-
HO B BHJIE KIIMHUYECKUX (DOPM C HATMYHEM KOCTHBIX MPOSABICHUH (CMEIIaHHASA 1
KOCTHasl ()OPMBI).

B. 3amocienuue 10 meT oTMedaeTcs yeToiIIBas TEHASHITNS K O0ee 4acTo-
My BeIsiBiIeHUI0 MATKUX opm IIT'TIT (¢ 4% no 2000 rona no 26% x 2010 roxy).

2. PacipocTpanennocts cuaapoma MOH 1 tuna cpenu narmenTos ¢ [ITTIT
110 JaHHBIM ITHJIOTHOTO JITHIEMHUOIOTHYECKOI0 HCCIEI0BaHMs cocTaBmia 6,6%, u
3HAYUTENBHO OOoJbIIe cpenu manueHToB ¢ peuunusom IITTIT (21,6%).

3. OcHoBHBIM KIHHHYeCKHM TposiBnerrneM MOH 1 tuma, xpome IIT'TIT,
6butn apeHoMBbl Tunodusa (75.8%), B TO BpeMsi KaKk HEHPOIHIOKPUHHBIE OIYXO-
au JKKT Berpeuanucs pexe (53%). Hapsiay ¢ ocHoBHbIME KoMToHeHTaMu MOH 1



THIIA YaCTO BBISBIISIIOTCS OITYyXOJIM HAAIIOYedHUKOB (51,6%) Mpu MHUPOKOM IpuMe-
HEHUU BU3YAJIU3UPYIOIINX METOJUK.

4. a. Teuenue III'TIT u napymenust GpocopHO-KambIIEBOro 0OMeHa pU
MDO3H 1 tuna He 3aBucaT oT Toro, sBiusics au [IT'TIT nepseiM komnonenTom MOH
1 Tnna nay OBLT BEISIBJICH ITPH CKPUHUHTE CPE/IU MAIMEHTOB C OITyXOJISIMHU 3HJI0K-
PUHHBIX KeJes3.

6. Y maunenToB ¢ MOH 1 Tuna B cpaBHEHNH ¢ MAIIMEHTaMH CO CIIOpauyec-
kuM [I'TIT 3naunmo MeHbIe Bo3pacT AcOroTa 3adoneBanus U ypoBeHs [1TT, game
CBOWMCTBEHHO MHOXKecTBeHHOoe nopaxenue OILDK u MamocuMnTomMHOe TeueHUe
MT'TIT, ocobenHo B Bo3pacte a0 30 yer.

B. [TatmenTh! ¢ Bo3pactom nedrota [II'TIT g0 40 neT B coueTaHuu ¢ yme-
perHbIM noBbienreM ypoBHs [ITI (He Goxee 2,5 pa3 Bblle BepXHEH I'PaHUIBI
pedepeHcHBIX 3HaYeHN i) UMEIOT OOJIBIIYI0 BeposiTHOCTh Hanuuust y Hux [II'TIT B
pamkax MOH 1 Tuna (8 12,5 pa3) BHe 3aBUCUMOCTH OT HOJa U KITUHUYECKUX MIPO-
seitenuit [IITIT (cneunguanocts 97%, mporHocTHYecKas EHHOCTh — 66,7%).

5. a. MonekynspHO-TeHeTHYCCKHI aHaIu3 B OOJBIIMHCTBE cliydacs (64%)
moaTBepaui nuaro3 MOH 1 tuma. @eHOTHII-TeHOTUITUYESCKUX KOPPEISIUi (10
JIOKaIIM3aluy U TUITy MyTallnn) He ObLIO BEIsBIEHO. [Ipeobnagann Muccenc-my-
tanuu (40%), oHaKO THII MyTallnu (C MpeKpalieHneM CHHTe3a OeJika MEHWHA WK
MeHee TpyObIMU U3MEHEHHSIMH €TI0 CTPYKTYpPbI) HE OKa3bIBAaeT BIIMSIHUS Ha BbIpa-
YKEHHOCTh KJIMHUYECKUX IPOSIBICHUI 3a001€BaHusI.

6. IIpu myranusx B reae MENI cungpom MOH 1 tuma Hanbosee 4acto
MaHU]ecTHpoBal ¢ HeHpodHIOKpUHHBIX omyxosieit JKKT. Anenoms! runopusza
(TpenMyIeCTBEHHO COMATOTPOITMHOMBI) Yallle BCTPEYAIOTCs U SIBIISIFOTCS IEPBBIM
MPOsIBJICHNEM y TanueHToB ¢ ¢genokonusmu MOH 1 tuma. Bapuant coueranus
[I'TIT ¢ comaroTponmHOMOi Oe3 MyTanuu B rene MENI TakXe W He CBS3aH C
myTanueit B reae CDKNIB.

IIpakTHyeckne peKOMeHIALMH:

1. HeoOxoammo pacripocTpaHEHHE OIBITa CO3JaHMs MUIOTHOM 0a3bl AaH-
HbIX manuerToB ¢ [IITIT B pernoHs! 11 OpraHU3anny JIOKAJIBHBIX 0a3 JaHHBIX
C BKJIIOUEHHEM MX B OOIIEPOCCHHCKYIO C LEJBIO MOMydeHHs 00jIee MOIHBIX AIH-
JIEMHOJIOTMUECKUX JaHHBIX. XapakTepHoe s Poccnn npeobiananne Mmanugect-
HOT'O TEYCHHS, C Pa3HOOOPA3HON CHIITOMATHKOW M Mo3aHss auarHoctuka [ITTIT
JUKTyeT HeOOXOAMMOCTD BBIJICJICHHS I'PYIIT PUCKA MAIIUEHTOB: C OCTEOIIOPO30M,
C IepeoMaMH, ¢ He(hpOIUTHA30M, C HHCHITNAPHBIM CHHIPOMOM, C SI3BEHHBIMHU
nopaxkeausimu JXKKT, n ynydmenne nHGOpMUPOBAaHHOCTH Bpayeil COOTBETCTBYIO-
X npoduieit 06 3ToM 3a00JCBaHUH.

2. Cpenu mamuerToB ¢ [IT'TIT momomHUTETBHOE OOCICHOBAaHUE C IICIBIO
BBISIBJICHUSI CHHJIPOMAJIBHBIX BapHaHTOB 3a00JIEBAaHUS B IEPBYIO Oo4Yepenb HEoO-
XOAUMO MPOBOJAUTH IPU UCXOIHOM MoBbIIeHUH ypoBHs [ITI He Bbie 2,5 pas
BEIIIC BEpXHEH TpaHUAIBl HOpMEI U Bo3pacTe aebrora [IT'TIT mo 40 ner. Briroue-
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HHUE MOJIEKYJISIPHO-T€HETHYEeCKOro aHanusza rena MENI B anroputm obcienoBa-
HUS TAKUX MAIIMEHTOB, TaK KaK MOATBEPKACHUE IMarH03a MMO3BOJISET MPAaBUIIBHO
OIPE/ICTUTh TAKTUKY JICUCHUS MAIUECHTA U CBOCBPEMEHHO BBISBHTH 3a00JICBaHUC
y POJACTBEHHUKOB 0€3 KIIMHHUYCCKUX MPOSBICHUI.

3. IlpoBeneHre MOJIEKYJISIPHO-T€HETUYECKOT 0 aHaIM3a MOCIeI0BaTEIbHOC-
Tn reHa MENI uenecooOpa3HO HAYMHATH C CCKBCHUPOBAHUS 2, 7, 8 9K30HOB, Tak
KaK Ha Halled BhIOOpKE, MOJYUYCHHONH U3 POCCHUUCKOW IMOMYJISIUU, BHISIBICHHBIC
MYTAallM{ Yalle pacrojarajiuch B 3TUX 9K30HAX, a B 5 U 9 5K30HAX HU OJHOU MY-
TallMX BBISIBJICHO HE OBLIO, CIIC0BATCIIBHO CEKBCHUPOBAHUE ITHX 3K30HOB MOKHO
MPOBOJIUTH B 3aBEpILIEHUE TTPU OTCYTCTBUHM MYTallMi BO BCEX OCTAJbHBIX y4acT-
kax reHa MENI.

4. Ilpu xnuHUUYecKux nposiBieHussx MOH 1 Tuna u oTcyTCTBUU MyTanuii B
rene MENI (B ocobenHOCTH 11U couetanneM comarorpornuHom u [1T'TIT) ne pexo-
MEHJlyeTcs mpoBeieHue cekBeHupoBaHus reHa CDKNIB, Tak Kak BEpOsITHEE BCEro
¢denokormu MOH 1 tuma o0yclIOBICHBI NIPYTUMH MOJICKYISPHO-TCHETHYCCKIUMH
HapyUIICHUSIMH.

5. B cBs3uM ¢ HajdM4MeM Pa3aUYHBIX (PAKTOPOB BIIHMSIONIUX HA KOCTHBIN
MeTraboiausMm m3mepenue MIIK HeoOXonuMO PeKOMEHIOBATh BCEM MAIUECHTAM C
cunpomoM MOH 1 Tumna ¢ panHero Bo3pacra, B TOM YUCJIe JIJIs OMpe/leeHus Mo-
Ka3aHUU K XUPYPruyecKomMy JISUEHHIO.

6. HeoOxonumo /uintenbHOe JUHAMUYeCcKoe Ha0toieH e rnocie 3 GeKTUB-
HOM onepanuy Tak Kak y naueHToB ¢ MOH | Tumna BbicOKa BEpOsSITHOCTD Pa3BUTHS
peunausa II'TIT.
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CITMCOK COKPAIIIEHUIA

B-CTX — C-TepMUHATBHBIN TEIOMENTH] KoJUTareHa | Trma
OR — Odd Ratio (oTHOIIEHHE TITAHCOB)

95% A1 — 95% noBepuTENHHBIN HHTEPBAI

Cayy 1 Cay — KanbLuii 00IMH 1 KaJIbLIHi HOHU3HPOBAHHBIN
AKTT — agpeHOKOPTUKOTPOIHBIN FOPMOH

JHK — ne3okcuprOOHyKIEHHOBAS KUCIOTA

KKT — xenyn04HO-KUIIEYHbIH TPaKT

MIIK — muHepanbHas IIOTHOCTh KOCTH

MCKT — mynbTHCIUpalibHask KOMIIBIOTEPHAs TOMOTpadust
MO3H — MHOXeCTBEHHBIE 3H/IOKPUHHBIE HEOILJIA3HHI

HD50 — HaliposHI0KpUHHASA OITYX0Ib

OK — ocTeokanpuna

OIPK — OKOJIONIUTOBHHAS JKelie3a

[II'TIT — nepBUYHBII runepnapaTupeos

c.IITTIT — cnopanuueckuii INI'TIT

[PJI — nponaktun

IITT — napatupeonHblii FOPMOH

[ILIP — nonumMepasHo LenHas peakus

CTI' — comMaTOTpONHBIN TOPMOH

V31 — yabTpa3ByKOBOE UCCICAOBAHUE









