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Hoporue xosnern!
Ilepen BaMu HEOOBIUHBIM aTiac - B HeM 0000LIeH 25-1€THUM YHUKAIbHBIM KIMHHUYECKUH OIBIT
HNHucturyra nerckoi sHIoKpuHOIoruu PenepanbHOro 3HI0KPUHOJIOTMYECKOTO LIEHTpa MUHHUCTEpCTBA




3npaBooxpaneHus Poccun. Bee 9T rosiel B MHCTUTYTE paboTaina 0oJibliasi KOMaH/1a yYeHbIX, YbH UMEHA
W3BECTHBI HE TOJIBKO B Poccuu, HO ¥ B MEKIyHApOIHBIX Kpyrax.

Bypnoe u mmupoxkomacmTabHOE pa3BUTHE MEAUIIMHCKONW HAyKH, COBEPILIEHCTBOBAHHE METOJ/IOB
JUArHOCTUKU M JICUYEHUS TIPOM3BEIM HACTOSIIYIO PEBOJIIOIUI0O B JIETCKOM SHIOKPUHOJIOTHHU.
CoBpeMEHHOMY Bpayy MPOCTO HEOOXOJMMO HMETh BBICOYANIINI YpPOBEHb MOATOTOBKU, YTOOBI
OpPUCHTHPOBATLCA B 3TOH oTpaciiui 1 B 6YKBaJII)HOM CMBICJIE CXKEAHCBHO CIllaCcaTb HaIIMWX IOHBIX
COOTE€UECTBECHHUKOB.

3HaHUe KIMHAYECKUX HpOSIBJIeHI/Iﬁ SIBIISIETCSI OCHOBOM MMPpaBUJIBHOI'O JMarHo3a. BonsmmHCTBO
SHJIOKPUHHBIX 3a00JIEBaHUH y JeTel SBISAIOTCS OpQaHHBIMU, MOSTOMY AK€ OTBITHBIA Bpady MOXKET
BCTPETUTHCSI ¢ HUMHU BIEPBBbIC. BaXKHO «pacmo3HaTh» 00JIe3Hb, a JJIA ATOT0 HEOOXOAMMO XOTs OBl
OJHaX/bl YBUJICTH, KaK 3a0oJieBaHHe MMPOABJIACTCA KIMHHUYCCKU. Ota HOTp€6HOCTI> " MpuUBECJIa HAC K
CO3JITaHUIO aTJIaca, KOTOPBIN BBI IEPIKUTE B PyKaX.

B kHure MpEaACTaBJICHBI HauOoJjiee MoOKa3zaTelbHbIE KIMHUYECKHE CJlydan KaK IO 4YaCTbIM, TaK H IIO
peAKUM M OYeHb peAKuM 3aboyeBaHusiM. Bce Qororpaduum caenaHsl COTpyIAHUKAMHM HMHCTUTYTA, B
KOTOPBIA C TMOCTEAHEH HAIeXKJI0H CHE3KAITCS 32 TOMOIIBI0 OOJBHBIE CO BCEH HAIIEH OTPOMHOMN
CTpaHbl M JaXKe HM3-3a pyoOeka. Beixoa armaca mpuypoueH kK 75-metHeMy roOuiero akagemuka PAH
NBana MBanoBu4a JlenoBa, o YbUM HETIOCPEACTBEHHBIM PYKOBOJICTBOM OCYIIECTBIISIACH ATa paboTa.
KomnexktuB MHCTHUTYTAa OETCKOW SHIOKPUHOJOTHH C OJaroJapHOCTHIO TOCBAIIAET €My HACTOSIIYIO
KHUTY.

Yn.-xop. PAH B.A. [lemepkosa

Co3manne ATimaca OCYIIECTBICHO TIPH COJCHCTBHUU POCCHICKON OJaroTBOPUTEIBHONW MPOTPaMMBbl
TTOMOIIIH ACTSIM ¢ 3a00JI€BaHUSIMU SHIOKPUHHOM cuCcTeMBbl « AJb(ha-DHao». [Iporpamma «Anbba-OHa0»
¢unancupyercsi AO «Anbda-bank» u mpoBoautcss POHAOM TOMIEPKKHA W PAa3BUTUS (DUIAHTPOIHU
«KA®D» coBmectHO ¢ PI'BY «OHa0kpuHOIOTMYECKU HAy4YHbINA IIEeHTP» MuH3apasa Poccun.

YYACTHUKHU U3JAHUA

['maBHBIE penakToOpbI

Henos N.U. - akan. PAH, mupexkrop ®I'BY «OHIOKpUHOJOTMYECKUM HAy4YHBIM LIEHTP» MuH3apaBa
Poccun.

[lerepkoBa B.A.- n-p w™en. Hayk, mnpod., uwi-kop. PAH, nupektrop MHWHcruTyra perckoit
sHAokpuHoJoTHH PI'BY «OHI0KpuHONIOrMUecKkuii HayuHbIil eHTp» MuHn3apasa Poccun.

ABTOPCKHI1 KOJJIEKTUB

Cotpynnuku ®I'BY «9Hn0KkpuHOIOrMYeCKUid HayYHbli LeHTp» Mun3apasa Poccuu:

borosa E.A. - kana. MeJl. HAyK, HAYYHBIM COTPYIHUK;

EmenbanoB A.O. - kKaHJI. MeJl. HAYK, BEYILIU HAYYHBII COTPYIHUK;

3uns6epman JI.U. - kana. Men. HayK, CTapUIMi HayYHbIH COTPYIHHUK;

Kanunuenko H.IO. - kana. Men. HayK, BeAYIIUH HAyYHbINA COTPYIHUK;

KapeBa M. A. - kaHa. MeJl. HayK, 3aB. OT/AEJICHUEM,;

Kononknua A.A. - kaH]. MeJl. HAyK, HAY4YHBIN COTPYIHHUK;

Kynukosa K.C. - acniupanr;

Kypaesa T.JI. - n-p Men. HayK, 3aB. OT/ACJICHUEM,;

MenuksH M.A. - kaHa. MeZl. HayK, Hay4HbI COTPYIHUK;

Haraesa E.B. - kana. Men. Hayk, 3aB. OTAEIEHUEM;

Oxopokos ILJI. - kanxa. Mez. HayK, Hay4HBIM COTPYIHUK;




OpinoBa E.M. - kaHa. Mell. HayK, CTapLIMI HAYy4YHbIN COTPYAHUK;
Turosud E.B. - Kana. Mell. HayK, HAYYHBIM COTPYHUK;
TronbnaxoB A.H. - 1-p Mez. Hayk, 3aB. OTAEICHUEM;

CrpebkoBa H.A. - kaHz. MeJl. HayK, BeAYIIUH HAYYHBIH COTPYAHUK;
[Hupsiea T.1O. - kana. Men. HayK, 3aB. OTACIICHUEM,;

Uukymnaea O.A. - kKaHJ. MeJl. HayK, 3aM. TJIABHOTO Bpauya.

CIIMCOK COKPAILLIEHHUU U YCJIOBHBIX OFO3HAYEHUH

* - TOProBbIe HANMEHOBAHUS JICKAPCTBEHHBIX CPE/ICTB
¥ - mexapCTBEHHBIE CPEJICTBA, HE 3aperuCTpUpPOBaHHbIE B PD
A/l - apTepuanbHO€E JaBICHUE

A/l - anTHINYypETUYECKHIT TOPMOH

AJ1D - anenozunaudocdar

A3H - atpo¢us 3puTenbHOTO HEpBa

AKTT - anpeHOKOPTUKOTPOITHBINA TOPMOH

ATO® - agero3uHTpUdOChOpHaAsT KUCIOTA

I'-6-P - rimroko030-6-docdar

I'HPI" - roHaIOTPONMH-PUIN3UHT-TOPMOH

I'P - ropmoH pocrta

I'TT - riroK030TONIEPAHTHBINA TECT

JIP - nmaGeTnueckasi peTUHOTIATHS

3BYP - 3agepxka BHyTpHYyTPOOHOTO pa3BUTHUS
NP - u3oimMpoBaHHBIN AePHUITUT TOPMOHA pOCTa
MT - uanexc Macchl Tena

HNPH - uMMyHOpEaKTUBHBIN MHCYJIMH

HNP®-1 - uacynuHOTIO100HBIN pocTOBOH (hakTop 1
NPDCB - UPD-cBsa3bIBaomuii 6em0x

KT - kommbrorepHas Tomorpadus

JII'" - moTEeMHU3UPYIOIIUA TOPMOH

MAY - MUKpOabOyMUHYPHS

MJ/IT'A - MHOXXECTBEHHBIN ASPHUIIUT TOPMOHOB aJICHOTUIIOpHU3a
MPT - MarauTHO-pe30HaHCHAs TOMOTpadust

MO3H - MHO€eCTBEHHbIE SHAOKPUHHBIE HEOIIa3UU
H/I - necaxapusriii quaber

HI'H - mapymenue rnukeMun HaTOLAK

HC]] - HeonaTanbHbIi caxapHblii quader

HTT - napyiieHue TOJIEpaHTHOCTH K IJIFOKO3€

OI'TT - opanpHBIN IIIOKO30TOJIEPAHTHBIN TECT

III'A - nepBUYHBINA FMIEPATbIOCTEPOHU3M

IIIIP - npexaeBpeMEHHOE MIOJI0BOE Pa3BUTHE

[ICM - npenapatsl CyinbPOHUIMOUEBUHBI

IICCII - nepopasibHbIE CaxapOCHIKAIOIINE TIPENapaThl
[ILIP - monuMepa3Has uenHas peakius

[13T - mO3UTPOHHO-PMUCCUOHHAsS TOMOTpadust




cB.T3 - cBOOOIHBIN TPUHOATUPOHUH

cB.T4 - cBOOOIHBIN THPOKCHH

CJ - caxapubIii tuabder

CHT - cencopnasi TYroyxocTb

CPP - cpennuii poct poaurenen

CTTI - comaroTponHbIii TOPMOH

T3 - TpUAOATHPOHUH

T4 - THPOKCUH

TPI" - TMpEOTpONMH-PUIN3UHT-TOPMOH

TTI - THPEOTPONHBINA TOPMOH

V3U - ynbTpa3zByKoBOE HUCCIEAOBAHUE

OCT" - GoNMMKYIOCTUMYIUPYIOLIUN TOPMOH
XI'Y - XOpHOHMYECKUI TOHAJOTPOIINH YeJIOBEKa
IMHC - nenTpanbHas HEpBHAs CHCTEMa

P - nenesoit poct

X - muToBHaHAS XKene3a

I® - menounas docdaraza

CIITUCOK COKPA]].[EHPIIZ M YCJIOBHBIX OBO3HAYEHU M
5-APII - 5-anbda-penykrasa Il Tuna
17-OHII - 17-truppoxcumnporectepon CGMS (continuous glucose monitoring system) - cucrema
MOCTOSTHHOTO MOHHTOPUPOBAHHS TITFOKO3BI
HbA1 - TTHKHPOBAaHHBINM T€MOTIO0NH
HLA - 0cHOBHOI KOMILJIEKC THCTOCOBMECTUMOCTH
SD (standard deviation) - cranmapTHOE OTKIOHEHHE
SDS (standard deviation score) - koaddunuent crangaptaoro otkiaonerns VEGF (vascular endothelial
growth factor) - cocyaucTeiii SHIOTETHATBHBIN (GaKTOP pocTa

1. BPOXKIEHHBIY THIIOTUPEO3

Yacrora

Ot 1 cayuas na 3000-4000 noBopoxaeHHbix B EBpone nu CeBepHoit Amepuke 1o 1 cnydas Ha 6000-
7000 HOBOPOXICHHBIX B SAMOHKH.

DTHOJIOTHS U TIATOTeHE3

¢ Jlucrenesus mutoBuaHOM Xkene3sl (LK) - arene3us, runomnasus, aucronus - 85-90%.

¢ Jlucropmonorenes [medektsl - pementopa TupeoTpornHoro ropmona (TTID), Tpancmopra iona,
MEPOKCUIA3HOM CUCTEMBI, CHHTE3a TUpeoriodynuHal - 5-10%.

¢ BTOpuuHBIi, TPeTUYHBIN TUNIOTUPEO3, Mepudeprueckas pe3uCTeHTHOCTh K THPEOUTHBIM TOPMOHAM,
TPaH3UTOPHBIN rUNOTHPEO3 - 3-4%.

I'eneTrka BpO>KJIEHHOTO TUTIOTUPEO3a

B mnacrosmee Bpems Bce mnpuumHbl (opmupoBanus aucreHesun LK u BpoxaeHHoro 300a He
onpenenensl. [Ipu Hapymienun B 3aknaake, GopmupoBanun u murpamuu DK nokazansr gedexTs
renoB PAX8, TTF1 (NKX2.1), TTF-2 (FOXE1), TSHr. IIpuunnsl BpOXICHHOTO 300a - pa3iMyYHbIC
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HapyLIEHUsT TPaHCIOpTa WM OpraHuUKalMU HOJa, CHHTE3a THUPEOTJIOOyIMHA WM pPeyTHIIM3alUN
MOHO- ¥ JTUHOATUPO3WHOB W, KaK CIICJCTBHE, HAPYIICHHE CHHTE3a THPEOUJHBIX TOPMOHOB [Ie(EKTHI
renoB NIS (SLC5A5), TPO, SLC26A4, DUOX1 (THOX1), DUOX2 (THOX2), DUOXA2, TG, DEHAL1].
Kimmanueckas xkaptuHa

¢ CyxocTb, 6J1€IHOCTh, MPaMOPHOCTb KOYHOTO ITOKPOBa.

4 boJb1Ion sA3bIK.

¢ ['unorepmus (X0JOIHbIE KUCTH, CTOIIBI).

¢ MpImeydHasi TMIIOTOHUSI.

¢ AMumus.

¢ Jlomkue, cyxue, TYCKJIbl€ BOJIOCHI.

¢ [lo3aHEe 3aKpHITHE POAHUIKOB.

¢ 3aniepkka pocra.

¢ ['I1yX0oCTh CepIeYHBIX TOHOB, OpauKapaus.

4 3amnopsl.

¢ [lo3anss1 cMeHa 3y00B.

Jnarnoctuka

¢ JlanHble HeoHaTaabHOTO cCKpuHUHTA (ypoBeHb TTI >20,0 MxEn/mi).

¢ VccnenoBanue TOPMOHOB B ChIBOpPOTKE KpoBU [moBbimeHue ypoBHs TTI; cHukeHue ypoBHs
cBoOoHOTO THpOKCUHA (CB.T4)].

¢ YapTpa3BykoBoe uccienosanue (Y3W): amnasus, runomnaszus, skronus LHLK; MmHOrOY310B0I 300.
Jleuenune

IIpenapatsl 1€BOTUPOKCUHA HATPUSI:

4 JIOHOIICHHBIM HOBOPOXAeHHBIM - 10,0-15,0 mxr/kr/cyT nnu 150200 MKT/M? MOBEPXHOCTH TEIa,

4 HEIOHOIIICHHBIM HOBOPOXKIEHHBIM - 8,0-10,0 MKT/KT/CyT;

¢ netsm ctapuie 1 roga - 100-150 MKT/M? MOBEPXHOCTH TeJa.

OcnoxHeHMs TUIIOTUPE03a MPU OTCYTCTBUM JICUECHUS

¢ 3aziep’KKka YMCTBEHHOT'O pa3BUTHSI.

¢ BoipaxxeHHas 3a7epikka (PU3MYECKOro pa3BUTHUS ¢ XOHAPOIUCTPOYUIECKUMHU POTIOPLUAMHU.

¢ A"emusi.

¢ BoinoTHOM nepukapaur.

¢ ['unepmnaszus runogusa.

¢ Mukcenema.
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Puc. 1.1. Pebenok B Bo3pacte 10 gHEl ¢ IUarHo30M: BPOXKJICHHBIA THIIOTHPEO3, MApEHXUMATO3HBIN
MHOTO0Y3710B0i#1 300 II cTtenenu (a). On xe B 18 7et (0)




Puc. 1.2. [Tauuentka H., 3 roga. /luarHo3: BpoKJICHHBIN THIIOTUPEO3 (ArIa3usi LIUTOBUIHOM KeJe3bl),
BIICPBBIC BBISBJICHHBIN. 3ajiep)KKa MCUXOMOTOPHOTO pa3BuTusA. 3ajepkka pocra (SDS pocra--2,5).
XKenezonedunurHas aHeMus CpPETHEN CTETICHH TSKECTH

o

Puc. 1.3. ITaimenTka A. Bospact 11,3 roga, SDS pocrta--6,07, kocTHBIN Bo3pacT - 1,5 roga (10 nedenus
L-TupokcuHOM)

a 6
Puc. 1.4. ITament C., 16 ner. JluarHo3: BpOKJIEHHBIM TMIIOTUPEO3 (IKTOMHUS IIMTOBHUIHOW KENIE3bl B
MOTYETTIOCTHYIO 00J1acTh), MO3/AHAs AuarHoctuka (B 15,5 ner). 3axepkka ymcTBeHHOro pa3BuTusa. SDS
pocra--6,31, KocTHBIM Bo3pacT - 3 roxa (a). CkaHOTrpaMMbl IIUTOBHIHOM KeNe3bl: MOIbSI3bIYHAS
JUCTOTIUS IIIMTOBHTHOM sKee3bl (0)




2. IHPPY3HO-TOKCHYECKUM 3056 (BOJIE3Hb T'PEHBCA)

Yacrorta
B 95% cimyyaeB npuunMHOM runepTupeosa y aeter (Kak U y B3pocibIX) sBisieTcst 00s1e3Hb [ 'peiiBca.
OTHOJIOTUS U IATOr'€HE3
CucremHO€ ayroMMMyHHOE 3a00JieBaHME, pa3BHUBAIOIIEECs BCJEJICTBUE BBIPAOOTKHM AaHTUTEN K
peuenropy TTT.
Kimmanueckas kaptuHa
¢ [loxyznenue (4acto Ha (pOHE MOBBHIILIEHHOTO ANIETUTA).
4 [JloTnMBOCTb.
¢ Taxukapaus.
¢ BHyTpeHHee 6ecrioKoiCTBO, HEPBO3HOCTb, APOKAHUE PYK, @ UHOT 1A U BCETO Tea.
¢ OO01mmast ¥ MbITIIEYHAs CIA00CTh, OBICTPAst yTOMIISIEMOCTb.
¢ Kitaccuueckas Tpuaza - 300, TaXuKapIus ¥ 3k30(TajabM - BCTpeyaercs npumepHo y 50% mnaiueHTos.
¢ Ha mepBoe MeCTO MOTYT BBIXOJUTH MPOSBICHUS SHIOKPUHHOW OQPTAIEMOTIATHH (BBIPAKCHHBIH
9K30(TaabM, MHOT/AA HECUMMETPHUUHBIN), AMIUIONHUS, CIE30T€UEHHE, OUIYIICHHE «IeCKa B Ija3ax»,
OTEYHOCTH BEK.
Jnarnoctuka
¢ [loBwimienue ypoBHsi ¢B. T4 n/mnu ¢B. T3 u cHmkenune ypoHs TTT .
4 [[aTOrHOMOHWYHBIN MTPU3HAK - MOBBIIICHHBIN YPOBEHb aHTUTEN K peuentopy TTT .
¢ V31 1DX: muddysnoe ypenmmuenue DK, cHIkeHne ee 9XOreHHOCTH, YCUIICHUE KPOBOTOKA.
Huddepennnanpras TMarHoCTHKA!
¢ 3a00JIeBaHMs, TMPOTEKAIOIMIUE C JIECTPYKTUBHBIM THPEOTOKCHKO30M (THpPEOTOKCHYecKas aza
ayTOMMMYHHOTO TUPEOHMIUTA, O€300JICBOM TUPEOUIUT);
¢ peKue HeayTOMMMYHHbIE IPUYUHBI THPEOTOKCHKO3A.
Jleuenue
¢ MenukaMeHTO3Has Tepamnusi:

- aHTUTUPEOUIHBIE CPe/ICTBA (THaMasoll, MPOMUATHOYPAIMII): Y AeTel U MOJPOCTKOB 7032 OOBIYHO
cocrasiset 0,2-0,5 mr/kr/cyt (0,11,0 mr/kr/cyt, MmakcumansHo - 40 Mr/cyT);

- B-anpeHoOnoKaTOpkI (aT€HOJION, MPOIIPAHOIION, METOMIPOJION) B 032X, COOTBETCTBYIOIIUX BO3PACTy
pebeHka, 10 HopMaIu3aluu MyJbca.
¢ Xupypruueckoe JiedeHue (ToTaabHas Wi CyOTOTanbHasi THPEOUIIKTOMUS).
¢ Tepanus paguoaktuBHEIM Hogom (Y3).
OcnoxxHeHust
¢ [loGouHbIe AeCTBUS TUPEOCTATUKOB: arpanynonuTos (B 95% cioydaes - B mepBbie 100 cyT Tepanun).
¢ Anepruyueckre peakify B BUIe KOXKHOHU CHITIH.
¢ Pexxe - MUANTUH U apTPAIITHH, KENTyXa.
¢ Xupypruueckue OCIOKHEHHUS Yy JeTell OTMEYaloT 4Yaile, 4YeM Yy B3pOCIBIX: TUIOMapaTUPe03
TPaH3UTOPHBIA U CTOWKUI (MeHee 2%); OoJiee yacThle OCIOXKHEHUs - 00pa3oBaHUE KeJOMIHOTO pyOIra
(2,8%), mapanuy BO3BpPAaTHOT'O TOPTaHHOTO HepBa (2%).
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Puc. 2.1.Tlammentka A., 4,5 roma. Jmarno3: muddy3Ho-tokcumueckuit 300 Il cremenu, cramgms

CYOKJIMHMYECKOTO THPEOTOKCHKO3a. JIBYCTOpOHHSISI SHIOKpUHHAs o@rambMmonatusi (HEaKTUBHAs,

JIETKOM CTENeHH TsKeCTH) (a-0)

A

Puc. 2.2. Ilaumentka 14 ner. Juarno3: auddysHo-toxcuueckuit 300. J[ByCTOpOHHSAS SHIOKpPUHHAs
odranbmonarus
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Puc. 2.3. [TanmenTtka A., 17 ner. uaraos: uddysno-toxcuyeckuii 300. O0beM MHUTOBUIHOM JKEIIe3bl -
93,0 mi1 (a, 6)

3. CAXAPHbIW OUABET 1-ro TUMA

YacroTa 1 pacipocTpaHEHHOCTb
Caxapubrit tuabet (C/I) 1-ro Tuna cocrasnser 10 90% Bcex cnyyaeB CJl y nereit.
PacmipoctpanennocTs: B PO k 2012 1. - 72,4 Ha 100 ThIC. IETCKOrO HAacelIeHus, 3a0oaeBaeMocTh - 12,5
Ha 100 TeIC., TpupOCT 3aboseBaecmocTH 3a 10 et - 2,8%.
OTHOJIOTHA U IATOTCHE3
AyTOMMMYHHas IeCTpYKIHA -KIETOK, pa3BUBAIOLIAsICS Yy T€HETUYECKU IPEPACIIOIO0KEHHBIX JIUI] IO
necTBreM (PaKTOPOB OKPYXKaIOIIeH cpebl (TOKCUHBI, BUPYChI, HHOPOJAHbIE OEIKN).
Knaccuduxkanus
Otnonoruueckas kiaccuduxanus Hapymenuit rmukemun (ISPAD, 2009, ¢ cokpatieHusIMH).
¢ CJI 1-ro tuna.
¢ CJI 2-ro tuna.
¢ Heummynssie popmsr C/1.

- 'enernueckue nedexrsl B-kierounoit pynkuuu (MODY, nHeonatanbhblit CJl, MUTOXOHApHAIBHBIN
CH u np).

- l'enernueckue nedexTsl B JEWCTBUM MHCYIHMHA (JlempedayHu3M, cuHapoM PabGcona-Menaenxoina,
aunoaTpoduueckuii uader u ap.).

- lpyrue reHeTHuyeckue CHHAPOMBI, couetarouecs ¢ CJII (cunapom Boabdpama, arakcus
Opuapeiixa, cunapom JlayHa u ap.).
Ha py6exxe XX-XXI BB. BHepBble 3a BCIO HMCTOPHUIO YeNIOBEUECTBA y JETEH M IMOAPOCTKOB CTalU
peructpupoBats ciydau CJ1 2-ro Tuna.
Knuanueckast kapTuHa
¢ [lonuypus, MoJMaUIICHs, TOTEPS MAcChl TEIA.
Jleuenune
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¢ Uncynua B 0a3uCHO-OOJIIOCHOM pEXHME YEJIOBEYECKUMH WHCYIMHAMH WIH HHCYJIMHOBBIMH
aHaJloraMy (BBOJST LINPUL-PYYKaMH WJIM C TIOMOIBIO HHCYJINHOBBIX ITOMII).

¢ Jluera.

¢ CaMOKOHTPOJIb.

¢ Ou3nYeCKHe Harpy3KHu.

OcnoxHeHust

¢ JlnaGetnueckuit keroanua03. Keroanmuaornyeckas koma.

4 ['unepocmolrsipHas Koma.

¢ ['unornukemMus ¥ rUnoriMKeMuyeckas KoMa.

¢ Jlnabetnueckasi peTUHOTATHSL.

¢ JInaGernueckas HepomaTusl.

¢ CeHCOpHO-MOTOpHAs Neprdeprudeckas Heponarus.

¢ Atpoduueckue u runeprpopudeckre Gopmbl JIUITOAUCTPOPUH.

¢ Aineprust Ha UHCYJIMH.

¢ HCYnMHOBBIE OTEKHU.

¢ OrpaHnyeHue NOJBMKHOCTH CYCTaBOB.

¢ JIumonHBIN HEKPOOHO3.

¢ Cunnipom Mopmuaka.

Knaccudukanus auadetnueckoit perunonatuu (P).

¢ 1-9 cragus - HenponudepaTuBHas [P - acuMmnromarnyeckue remopparuu M skccynaThl. CHUXKEHHE
OCTPOTHI 3pEHUS HAOIIOIAI0T TOJILKO B CIIydasX MOPaKeHUs MaKYJISIpHOI o0sacTu.

¢ 2-a cranusa - npenpoaudepatuBHas J[P - MHOXECTBEHHBIE SKCCYAAThl (CyXHUe U BIAXKHBIC), KPYITHBIC
peTHHANIbHbIE TEMOpPPAaruu, BEHO3HbIE AHOMAJIHH.

¢ 3-1 craausa - nponudepatuBHas JIP - HeoBacKynaspH3alMU BCJIEACTBUE PETHHAIBHON UILEMUH,
MpPUBOJALINE K OOpa30BaHHUIO BUTPEOPETUHANBHBIX TSKEH, TPAKUMOHHOW OTCIOMKE CeTYyaTKu U
cienote. Y JaeTei 3Ty CTaJI0 BCTPEYAOT KpailHe PEeaKo.

[Ipodunaktuka

Creuuduyeckass nepBuYHas Mpo(UIAKTUKA OTCYTCTBYET. XOpOLIMH METa0OJMYeCKUil KOHTPOJb U
CBOEBPEMEHHAs IMarHOCTHKA HAaYallbHBIX MPOSIBICHUN OCI0XKHEHUN MPEAYNPExKAAI0T UX pa3BUTHE WIH
MIPOrpeCcCUPOBAHUE.

- &%‘ L —
Paradigm VEO ‘

Tandem
Diabetes
t:slim

Dana
Diabecare lis

Puc. 3.1. CoBpeMeHHbIE HHCYIMHOBBIE TIOMIIBI, IPUMEHsIEMbIE B PD
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Pe6enHok ¢ C[1 1 Tuna nony4aer
okono 2000 nHbeKuun B rog
(4 n bonee NHbBEKUWI B f1IeHb)

+ [pu ncnonb3oBaHUN MHCYIMHOBOW NOM-
Mbl 3TO KOJIMYECTBO COKpallaeTca
0o 120 (1 uHbekuna B 3 gHA)

+ Obwee Yncno NHbLEKUUI
cokpauwlaercsa 6onee yem B 15 pas

Puc. 3.2. CnocoObl HOIIEHUSI HHCYJIMHOBBIX TOMIT
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Puc. 3.3. cnonb30BaHue MOMIIOBOW WHCYIWHOTEpANUH MPH 3aHATHSAX crioproM. Mansumk B., 18 ner
(6onen CJ] c 6 net), yemnoH MOCKOBCKOM 00JIaCTH TIO aKHUIO0

CkopocTh BBEegeHus
uHeynuHa, Eg/H

1,00 ==
0,95 4
0,90 &
0,85
0,80
0,75
0,70
0,65
0,60
0,55

o
w
(8]
g i.tp p f _p-if -p i g. Rriig

b
&
N
Bpems cyTok, 4

Puc. 3.4. IIpenmMyiiecTBO NOMIOBOM TepanmuM B BO3MOXHOCTU H3MEHEHHS CKOPOCTH BBEICHMS
0a3MCHOI 103bI B pa3HOE BpeMs CYyTOK
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Cyxue
aKccyaarsl

o,

‘ <«

Puc. 3.5. JInabetnyeckas petuHonatus 1-i cTaauu: MUKpOAHEBPU3MBI, CIUHUYHBIC TeMOPPAruu, CyXue
9KCCYIaThI

Cyxue
3Kccynarbt

[emoppariv

Puc. 3.6. Jluabetuueckasi peTuHONaTusl 2-i CTaJuu: MUKPOAHEBPU3MBI, MHOXKECTBEHHBIE T'€MOpPparuu,
CYXHe€ DKCCYAaThI
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Bna<Hble
3KCCyaaThl

Puc. 3.7. lnabetndeckass peTHHOMATHS 2-1 CTAJNH: BIKHBIC SKCCYAAThI

TpakUNOHHbI
CUHAPOM

Puc. 3.8. JIlnaGetnueckast petuHomatus 3-ii CTaguM: HEOBACKYyNspHu3auus, GUOPO3HbIE TSHKU MO X0y

TEMITIOPAJIBHBIX COCYIOB C 3JICMCHTAMU HATAXKCHUA (TpaKI_II/IOHHHﬁ CPIHI[pOM)
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[emopparuu

Cyxue
SKCCyfaThbl

BnaHbin
3Kceyaar

Puc. 3.9. 'ma3znoe mHO neBoro riasza no BeejgeHus anti-VEGF-mpenaparta (6mokatop dakropa pocra
SHJIOTETHSI COCY/IOB): MHOXECTBEHHBIC DPETHHAJIbHBIE TEMOpPpPAarud, TBEPABIH JKCCymaT B Makyile H
napaMakyJIsIpHO; 110 X0y HI)KHET0 TEMITOPAIBHOTO COCY/Ia MMEETCs 04ar BIIAYKHOTO dKccyaara

Puc. 3.10. I'ma3zHoe aHO neBoro riasza Toro ke OojbHOro mnocie BBeaeHus anti-VEGFnpenapara:
3HAYUTEIbHOE YMEHBIICHHE KOJIMYECTBA PETUHAIBHBIX TI'€MOppArif; rpaHUIbl TBEPJOro IKCCyaara
0oJiee YeTKUE; BIAXKHBIM 9KCCYAaT YMEHBIIUICS B 00beMe

18




Puc. 3.11.Tnmaznoe mHO mpaBoro Tyiaza 1o BBeneHUs anti-VEGF-mpenapara: awmabGetwdeckas
peTHHOMATHUS 3-1 CTaJIUH, ONPEIEISIFOTCS JIOKYCH HEOBACKY/ISIPH3AITHH 110 X0y TEMITOPAIIBLHOTO COCy/a

Puc. 3.12. 'mazHoe AHO mpaBOro Iiasa Toro ke OojbHOTO mocie BBeneHus anti-VEGFnpenapara:
perpecc HeOBacKyJIsIpu3alnun

19




Puc. 3.13. 'mazHoe mHO mpaBoro riasza manueHTKH 21 roma, crpamaromeit CII 12 ner, mo nmazepHou

koarymsnun. [locme peskoro cumwxkeHuss HbAicc 12,0 go 5,4% c 49acThIMM THIOTIMKEMHSIMHU

MIPOM30LUIO BBIPAKEHHOE NPEPETHHAIBLHOE KPOBOM3IUSHUE W3 HOBOOOPa30BAaHHBIX COCYAOB AMCKA

3pUTENBHOTO HEpBa. MHOXKECTBEHHbIE TEMOPPAruy Mo BCEM IMOJISIM 3peHus (YKa3aHbl CTPEIKOMN)

Puc. 3.14. I'masHoe AHO TOM € MALMEHTKH, 6 MEC MOCIE MPOBEIEHUS MAHPETHHAIBHOW Ja3epHON

Koaryjisinuu: HCYE3HOBCHUC FCMOppaFHﬁ, 3aITyCTCBAHUC HOBOO6p330BaHHBIX COCyI0B

20




i -
pESE—

),

i

sanatlEar o

I

a 6
Puc. 3.15. Ilamuent, 20 ner. bonern CJI 1-ro tuma ¢ 5 mer. Ha mpoTsikeHUU BCeX JET - OTCYTCTBHUE
kommneHcaruu CJI, HeperymspHoe yiedeHue wHCyauHoM. OcnokHeHUs auabera: a, 0 - BBIpaKCHHAS

3aJiep’KKa (PU3NUECKOro 1 MOJOBOTO Pa3BUTHUS

LV

Puc. 3.15. IIpooonxcenue. Tsxenas
nrabeThyeckass HEWpOomaTusi CO  CHUIXKCHUEM
TaKTHJILHOW U TEMIIEPATypPHON YYBCTBHTEIBHOCTH,
CJICZICTBUEM KOTOPOU SIBJISSIFOTCSI MHOKECTBCHHBIC OXKOTH: B - PYOIbI Ha 33JJHEH TIOBEPXHOCTH Oenep Ha
MECTax 0’O0ra OT Oarapeu; T - aMITyTallHs NMaJbIIeB HA MECTaX PE3aHbIX TPABM

21




6

Puc. 3.16. Orpannuenue NOJBHKHOCTH CYCTaBOB (xaiiponaTusi) y 1ByX nojapoctkoB ¢ CJI 1-ro tuna (a,
6)

22




r
Puc. 3.16. IIpoodonxcenue. OTneyaTku KHUCTEHl pyK y TOJIPOCTKOB O6e3 (B) M C OrpaHUYEHHEM

MOABIKHOCTH CyCTaBOB (T)

23
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Puc. 3.17. I3MeHeHHs KOXXU IPHU JIMIIOUTHOM HEKpoOuo3e: OJSIIKKA HeNpaBWILHOW OKpPYIJION (OpMBI,

4acTo ¢ (PeCTOHYATBIMU KpasiMM, NMPUTPAHUYHON HMHOWIbTpALUe KOXU MO Nepudepuu U KEIThIM,

HEePEeIKO OJIECTSIIUM LIEHTPaIbHBIM aTPO(GHUHBIM Y4aCTKOM (a-T)
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Puc. 3.17. IIpooonxcenue
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Puc. 3.18. bonwnoit K./I., 18 met, C/I 1-ro tuna c 11 ner (HbA1c - 15,7%), 3aiepkka pocTa ¥ MOJIOBOTO
pa3Butus (a). OrpaHuYeHUE MOJABMXHOCTH CYCTaBOB ILUICYCBOTO IMOSICA, HIDKHCUCITIOCTHBIX CYCTaBOB,
HICHHOTO OTAeNa [03BOHOYHMKA. JlnaGeTwueckass peruHomatus 3-i craauu  (MHOXECTBEHHbBIC
MHUKpPOTEMOpparuv, MUKPOAHEBPHU3MBI, HEOBACKYJIAPU3ALNs), MaKyJIsIpHbIA orek (0). uabernueckas
Hedpomarus Ha craguu MAY (896 mr/cyr

Puc. 3.19. MectHas aiepruueckas peakiysi Ha HHCYJIMH
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a 6
Puc. 3.20. Jlumoguctpoduu mo rumneprpodudeckoMy THUITY Ha TIEpPEeIHEH OPIONTHOM CTEHKE B MeCTax
MMOCTOSTHHBIX WHBEKINA HHCYIHHA (a-0)

Puc. 3.21. Jlunmoguctpoduu no arpopudeckoMy TUIy (peaKre B HACTOSIIIEE BPeMsi) B 0OJIACTH STOIUIIBI
MIPH MOCTOSTHHOM YCTaHOBKE MH(PY3UOHHOM CHCTEMBI HHCYITMHOBOMN TIOMITBI B OJTHO U TO K€ MECTO
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MonynaunoHHbIN MNana — 3,6-8,5% Mama —1,1-3,6% OauH
puck — 0,2-0,4% cube — 4%
[Bsoe 1 pogutens [eoe
cubeos — 9,5% 1 cube — 12% poautenent — 34%

Puc. 3.22. Puck pazButust CJ| 1-ro Tuma juis KOHKPETHOM CeMbH B 3aBHUCHUMOCTH OT KOJHMYECTBa
OOJIBHBIX PO/ICTBEHHUKOB
o v
ALV S
N.T |
_~~*.Fuﬂ;.l 4
AT AN
P 2e ”
el
» d
1B

A1 0L

e
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Puc. 3.23. Snepuas cembs ¢ CI 1-ro Tuma. JleBouku-6musnensl, 8 net. Manudecrarus CII B 2 u 3 roga

Mocksa 1 M.o.
12,3

Bonorga ' 214

1

46 Yomyptol

1

AKyTbI 1,6

8,76 bBawkupbl

BypsTbl 1,2

T T T T T

1 ]
4 6 8 10 12 14 OP

W 16-102-602-8 W 04-0301-0304
@ 04-0301-0401-2 m 03-0501-0201
@ 08-0301-0302 m 04-0301-0302

o -
n

OP — OTHOCUTENbLHLIA PUCK

Puc. 3.24. Ilpenpacnonaratomue (0003HAYEHBI 3€JICHBIM IIBETOM) M TMPOTEKTHUBHBIC (0003HAYEHBI
KOpUYHEBBIM U KpacHbM) HLA-ramiotumnsl 1-ro Tuma B 3THOCaxX ¢ pa3HbIM ypOBHEM 3a00JI€BAEMOCTH
C/I 1-ro Tuna (KpacHBIM LIBETOM OTOOpakeHa 3a0osieBaeMocTh Ha 100 ThIC. IETCKOTO HACEICHUS)

BepoATHOCTL pa3BuTuA CHWXKeHHan nepBas ¢asa
70-90%
caxapHoro gnaGeral Tuna WHCYNNHOBOW ceKpeuun

40-70% ICA, GADA, I1AA, IA2+HLA
18-50% Mpenpacnonaraowue HLA-rannotuns

16-18% HLA naeHTuuHble cubebl

Bparbs, cecTpbl 6onbHbIX CD 1 TUNa

L (eo3p. mannd. C1 y npobaxpa 0-20 ner)
5% CpeaHui pUcK ANA PoaCTBeHHUKOR 1 ¢T. poA. 6onbHbix Cf 1 Tuna

Bpartbs, cecTpbl GonbHbix C/1 1 TMNa

1/6% (8o3p. manud. C[1 y npobaxpa 20-40 ner)

0,2% MonynAUMOHHBIA PUCK

Puc. 3.25. UnauBunyanuzanus pucka pazsutus CJl 1-ro tuna
Tabmuua 3.1. Ilpeapacnonaratromme HLA-rammotunel B pycckoil MOMynsuuu (JIOCTOBEPHO dallle
BCTPEYAIOTCS B IpyIIe OOJBHBIX)
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5. MOHOTEHHBIE ®OPMbI CAXAPHOT'O IUABETA

NDH-cunapom

Dtuonorus

Otuonorust NDH-cunapoma (Neonatal Diabetes and congenital Hypothyroidism) cBsizana ¢ myrauueii B
rede GLIS3,konupyromem pakTop TpaHCKPHUIIIHH.

Kimmanueckas kaptuHa

¢ Jlucrenesus nopKenyI0uHON xene3nl ¢ pazsutueM HC/I.

4 BpO3KJIEHHBII THIIOTUPEO3.

¢ Tspkenast aTOHUS JKEITYHOTO MY3bIps C TenaToMeraineil, KOJIUT, XpOHHUYECKast Tuapesi.

¢ ['eMoymTHYECKast aHEMUSI, TPOMOOIIMTOTICHHUSI.

¢ Yactble nHpeEKIun.

Jleuenune

¢ VHCynmuHOTEepamns B MHTCHCH(PUIIMPOBAHHOM PEXUME.

4 IIpenapatsl JIEBOTHPOKCHHA.

¢ CumnToMaTudecKas Tepanusi.

MODY tun nuaGera

MODY (Maturity-Onset Diabetes of the Young - muabGer 3penoro tuma y MOJIOJBIX) - T€TePOTCHHAs
rpynmna 3abojeBaHUil C ayrOCOMHO-JOMHUHAaHTHBIM THIIOM HacienoBaHus. M3BectHo Oosiee 15
TTO/ITHTIOB.

Yacrorta

2-5% Bcex cinyqyaeB CJl y nereit. Hanbounee yacro Bcrpevarorest MODY 2 u MODY 3.

Otuonorus

Myranuu B reHax, NpUBOAAIIME K JUCPYHKUUU [-KJIETOK: TTUKOJUTHYECKHH SH3UM TIIOKOKHUHA3HI
(GCK); rensl, kogupyromue GakTopbl TPAHCKPHUIIINH, - IedeHoUHbIe siaepHbie hakTopel HNF-1a, HNF-
4a, HNF-1(3; uacynunoBbiii mpomoTopHbiid haktop (IPF1) u ap.

Knununyeckas kaptruHa

¢ B OOoNBIIMHCTBE CiIy4aeB - yMEpPEHHas THUIEPTIIMKeMHUs Hatomak (5,58 MMOJb/1), OOBIYHO HE
nporpeccupyer necsatuieTus. [Ipu opambHOM rimroko3otosnepanTHoM Tecte (OI'TT) - mHapymeHue
tosiepantHOCTH K Tioko3e (HTT) mau CJI. I'mukuposanubiii remoriooun (HbA1c) - B mpemenax HOpMbI
WJIM CIIETKa MOBBIIIEH.

¢ CumnToMBbI 3a00JI€BaHMs Yallle OTCYTCTBYIOT.

¢ Jlnaruos Mo>keT ObITh YCTaHOBJICH B JII0OOM BO3pacTe.

¢ OTrsrounieHHas HacJIEICTBEHHOCTh: POJUTENH C WM3BECTHHIMU HApYIICHUSAMH YTJIEBOJHOTO oOMeHa
(CA, HTT, napymenue rnukemun Hatomak - HI'H) nuGo TpeOyercs mx akTuBHOE 00OCIenOBaHUE
(OI'TT).

Jlnarnoctuka

Bepudukanus quarnosa - MOJEKyISIPHO-T€HETUYECKasl.

Jleuenune

¢ /luera.

¢ [lepopanbHble caxapOCHUKAIOIINE TIPETapaThl, pexe - HHCYIIHH.

OcnoxHenus

YacroTa cienupuuecKkux OCI0KHEHUI 3aBUCHUT OT TUTIA M CTEIIEHN KOMIICHCAIIUH.

[Tpo¢punakruka

¢ CBOEBpEMEHHAs JUATHOCTHKA.

¢ AniexBaTHas Teparnus.

30




¢ O6cnemoBaHue pOICTBEHHUKOB.
DIDMOAD-cunapom (cuaapom Bonbsdpama)
Tsokenoe  nereHepaTMBHOE HACIEACTBEHHOE 3a00JieBaHHME C  ayTOCOMHOPELECCHBHBIM — THUIIOM
HACJIEJOBAHUS U IIPOTPECCUPYIOLUM TEUEHUEM.
DTHonorus
Myranus B rene Boibdpamuna (WFS1).
Kimmanueckas kaptuHa
¢ [losmmas ¢opma - CIl (MHCYITMHOTIOTPEOHBIH), HECaxapHBIH quadeT, aTpoust 3pUTEIHHBIX HEPBOB U
CEHCOHEBpaJIbHAsI TYTOYXOCTh, Pa3BUBAIOLINECS B TEUEHUE IIEPBOTO-BTOPOTO JIECATHIIETUS KU3HU.
¢ Yacto BcTpeuaeMblii KOMIIOHEHT - MOpPaX€HHE MOYEBBIICIUTENbHON (ATOHUS MOYEBBLACIUTENIBHOMN
CUCTEMbI) U LEHTPAJIbHOW HEPBHON CHCTEM (CTBOJIOBAs aTaKCHsl, MUOKJIOHAJIbHBIE CYyIOPOTH, TSKEIble
aIrHO» IIEHTPAJILHOTO TeHE3a U C1aboyMHue), Yalle TMarHoCTUpyeMble B 3-4-M IeCSTUIICTHH.
Jleuenue
¢ HcynuHoTepanus B MHTEHCU(PUIIMPOBAHHOM PEXHUME.
¢ CumnToMaruyeckasi Tepanus COCTaBIISIFOIIMX CHHIPOMA.
Cungpom AnbcTpema
Tspxenoe nporpeccupytoliee 3adoaeBaHue, epelaloLIeecs] ayTOCOMHOPEIECCUBHBIM ITyTEM.
PacnpocTpaneHHOCTD
Memnee 1:100 000.
DTHoNOTUA
Myranus B rene ALMSI.
Knununueckas kaptuHa
¢ Huctarm u cBeToOOS3HBb (BCIACACTBUE TMpOrpeccUpyromied aucTpoduu KOJIOOYEK CETYATKH)
HaOMIOAIOTC ¢ 6-MECSAYHOTO BO3pacTa M MPOTPECCUPYIOT 10 TOJHOW MOTEPU 3PEHHS] BO BTOPOM
JECSITUIICTUH SKU3HHU.
¢ CeHcoHeBpabHas TYTOYXOCTh (OOBIYHO C 6 JIET).
¢ PanHuii ne6r0T okupeHus (K epBoMy o1y KU3HH).
¢ C/I ¢ BbIpa)K€HHBIM TUIIEPUHCYIMHU3MOM U MHCYJIHMHOPE3UCTEHTHOCTHIO rociie 10 ner.
¢ Kapmuomuonatuss B J1:000M  BO3pacTeé C  BO3MOXHBIM —HCXOJOM B  OCTPYIO CEpICUHYIO
HEJ0CTaTOYHOCTb.
¢ [laronorus neyeHu, TUMEPIUITUICMUSI.
¢ [UnoroHa 0 TPOIHBII THIOTOHATU3M.
¢ Hedpomnarus, pazBuBaromascs K 16-1eTHeMy BO3pacTy.
Jleuenue
¢ [Ipenapatel OWUTryaHHIOB TMIPU COXPaHHBIX (YHKUMAX TI€UYEHHU, NPU OTCYTCTBHH JIOJDKHOM
KOMIIEHCAIIUK 3a00JI€BaHMs - MHCYJIMHOTEpaIHsl.
¢ CUMIITOMaTHYECKOE.
funepnonAapusauns
K. o-KaHan

K, -Kaxan .

\’ ~A- l !—.U\ \’ -"- \
Iniwoko3a-6-P \AT!D & fmioko3a-6-P T ATD Q @

ng -ARD ~ Uﬂg ARD ~

Hopma Heonaranbubin CJ1
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Puc. 5.1. ITarorene3 CJl npu nepexrax B KCNJ11- u ABCCS8-renax, kogupyrommx Kir 6.2u SURI-
cyobeauuuiel AT@-3aBHCUMBIX KaIMEBbIX KaHAIOB. [loCTyIIeHHE TITIOKO3BI B KIIETKY 00OecTIieYBaeTCs
[IIOKO3HBIM TpaHcnopTepoM. [lanee riroko3a noj BIMSHUEM TIIOKOKMHA3BI IPEBPAILAETCS B INIFOKO30-
6-poctar (I'-6-P), koropelii B mpormecce TIUKOJIM3a TEPEXOJUT B MHPYBAT, TMOCTYMAIONUN B
mutoxouapuu. [lupyBatr merabomusupyercst 1o CO2u H>O; oOpasyromasics mpu 3TOM DSHEPrus
ucnosbdyercst st npespamenus AJI® B AT®. Veemuuenune cootHomeHuss ATO/AJID y 310poBbIX
moneit 3akpbiBaeT AT®d3aBucumble KaaueBble KaHAIBI, MPOUCXOIAT ICTOJSIpH3aHs MeMOpaHel U
aKTUBALlMs KaJIbLIMEBBIX KaHAJOB. B pe3ynbTare Kajabluil BXOJUT B KJIETKY, UTO AaKTUBUPYET CEKPEIUIO
nHcynuHa. [Ipu Hapymenun crpykrypsl Kir 6.2- m SURI1-cyObenuHuI] KamueBble KaHAIBI OCTAIOTCS
OTKPBITBIMH, HE3aBHCHMO OT HAJIWYHs THIEPTIMKEMHH, YTO IPEKpallaeT BBIJCICHHE WHCYIWHA [3-
knetkamu (1io Gribble et Reimann, 2004, ¢ n3MeHeHUIMN)

B

22,2

- o B

mmol/L

s

.

—
!

Glucose

5,6+

" 1 1 1 M 1 X L 1 1 M 1 M L 1 1 L 1 M L 1 M N
03:00 06:00 09:00 12:00 1500 18:00 21:00
Time Of Day

6
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Puc. 5.2. HoBopoxnennomy ¢ HC/I, pa3BuBmmmcs Ha 3-i1 1eHb KU3HH, ycTaHoBJIeHa cuctema CGMS
(a). BBenenne wHCynuHa 4Yepe3 WH(Y30MaT, BBIPAKECHHBIE KOJICOAHUS TIMKEMUH C JTUTCILHBIMH
TUIOTIIUKeMESIMH (0)

a

Puc. 5.3. leBouka 1,6 rona, HCJI ¢ 2-HenenbHoro Bo3pacta (a). Myranus R201H B rene KCNJ11. B 1
rox 7 mec: HbA;c - 10,0% na Tepanuu HoBopanua® + mautyc* 7,5 Ex/cyr (0,6 En/kr/cyr). TlepeBencna
Ha Tepanuo TmuoeHKaMuaoMm - 1,2 mr/kr/cyt (HbA1c - 5,6%). Ilpencrasnens: ganasie CGMS no (06) u
noce (B) mepeBojia Ha Teparuio mpernaparamu Cyiab(pOHUIMOYEBUHBI
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o
Puc. 5.4. HCJI, DEND-cunapom. Manbuuk, 1 rox (Habmonenue mpod. O.A. Manuesckoro, Yda). C 3
Mec - cyaoporu, B 6 Mec - rmukemus 8,6-14,5 mmons/n, HbAic - 14,4%. B 12 mec BeIsiBIeHa MyTaIus B

reae KCNJ11 (ES1A, A. Hattersley). IlepeBenieH ¢ HHCY/IMHA Ha TITUOCHKIIAMU]T

92 ropga 90 ner

ST RO

napannerus  HepPBHO-NCUXUY Aot
3a6onesauue AOPOBY

O
33 roga L 39 ner
80 kr 96 Kkr
166 cm ROoRE 183 cm

3noposa 3n0pos
NDH-cuHgpom,
ymepna 8 5 net

6
Puc. 5.5. NDH-cungpom y wmampumka, 2 roma 8 wmec (a). HCJl, BpoXOeHHBII TUIIOTHPEO3,
rernaTtocIUICHOMETaNns, AaTOHUSl JKEJIYHOTo  My3bIps, 3aZepkKka ICHUXOMOTOPHOIO  pa3BUTHS,
IIPaBOCTOPOHHMI reMunapes, nepopmanus yepena. Haiinena myranus d028insG B rene GLISS.... (0)
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MODY

l ' l :

MODY X ®aKTopbl TPAHCKPUNLUK PAX4, INS
2-75%
GCK (32-75%) KLF11,CEL |
l HNF-1¢ HNF-4a HNF-13  IPF-1  NeuroD-1 (<1%)
MODY 7,8
MODY 2 <1%)

l MODY 3 MODY 1 MODY 5 MODY 4 MODY 6
(B3%) (3%) (<1%) (<1%)

HabnwopeHwue
avera 1
HOueta, ICM Auera, NCCI, nucynuu

Puc. 5.6. Knaccupukauus MODY (IICM - npousBoansie cynbponnnmoueBunsl; [ICCII - nepopanbHbie
caxapOoCHMKAIOUIUE MpenapaThl)

86 (45)
ncMm

62 (40)
ncm

32 (28)

MyTauwa rerepo3nroTHan
B rene GCK E256K

13(11,5)

= &

Puc. 5.7. Cembsa K. ¢ MODY 2. JleBouka 13 ner, HTT u HI'H ¢ 11,5 ner, nuarnoctuka ciyvaiiHas B 7,5
net, HbA1c - 6,3-6,6%, nuetorepanus. Martp 32 roga, HTT ¢ 28 net, HbA1c - 6,1-6,5%, nuetorepanusi.
Henymka 62 roga, IICCII
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Puc. 5.8. Mop6uiHoe oxupeHue y Manpumka ¢ cuaapomoM [panepa-Bumy, 11 ner
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Puc. 5.9. Cemps C. ¢ MODY 2, rereposurotnas myrauus B 7-M 3k30He Asp(GAC) 274Asn(AAC) B
reae GCK (a, 6). Mats - recranmonnsiii C/I. Cer (29 net) u gous (23 roga) - CJ] y o6oux ¢ mepBbIx
JIET JKU3HH, HHCYIHH ¢ 6 JeT, HO moTpedHocTh B 20 et - 9-17 En/cyr. HbA1c - 6,8%. Mitaqmmii ceiH
(mosrycu6c¢), runeprimkemust ¢ 1 roga, B 2 roga - HbA; - 6,7%

Jns  manuenroB, wumeromux —Mmyramuu POULF1  (PIT1), xapakTepeH  BBIPaXCHHBIH  AeQUIIUT
CTT'/mponakTviH, MpU STOM CTETICHb BBIPAXKEHHOCTH HemocTaTouHOCTH TTT" MOKET BaphbHpOBATh.
Hanbonee wyacto Bcrpeuator maronoruto PROP1. B otmmune ot murp ¢ nmedpexrom POULF1
(PIT1) marmentsr ¢ myranueiiPROPL uMeOT COMyTCTBYIOIIME THIIOTOHAIN3M M THIIOKOPTHIIA3M.
[Mpubnuzurenbuo y 20% mnanuentoB ¢ MyrauuasMuPROP1 ma MPT BBISBASIOT TUNEpIIIa3Uio
agerorunoduza. [Tono6nas MPT-kaptuna y pebenka rod6oro Bozpacra ¢ aedururom CTI/Ipn/TTL -
MOKa3aHue I MOJIEKYJIIPHON TUArHOCTHUKH, B TIEPBYIO ouepeab s aHanu3a reHa PROPL.

[Taronorus rema HESX-1 (Homeobox Gene Expressed in Embryonic Stem Cells) onucana y aereit ¢
TUIONUTYUTAPU3MOM, COUETAaHHBIM C CENTOONTUYECKOM nucmiasueit (cunapom de Morsier).

Cungpom de Morsier mojipa3ymMeBaeT TpHAly BPOKICHHBIX aHOMAJIUNA CPETHEr0 MO3ra, 3PUTEIHLHOTO
aHanuzaropa u runodusa:

4 TUTIOTIA3US 3PUTENBHBIX HEPBOB U XHA3MBl;

4 areHes3us/TUNOIIa3us IPO3PaYHOil MePEropoIKu U MO30JIUCTOTO Tela;

4 TUNOIIA3Us TUIO(U3a U TUIOMUTYHUTAPU3M.

ITpuo6perennsiit aedpuut CTI

HauOonee wacras npuumHa npuoOpereHHoi HemocratouHoctw I'P - omyxomun IIHC pasnuynoit
STHOJIOTUU, B TIEPBYIO OuYepeab 3aTparuBarollfe THUnoTanaMo-rTunoduszapuyo obnacts. I[locne
MIPOBEJICHHOTO JICYCHUS TaKUX OMyXoJeil (omeparus, JiydyeBasi Tepamnus, XMMUOTepanus), Kak MpaBuio,
MIPOSIBIICHUS] TUIIOMTUTYUTapr3Ma HapacTaroT.

Kpanuodapunruoma, pa3BuBamwIascs M3 OCTaTKOB JMHUTENUs kapMaHa Parke, - Hambomee dvacras
OTYXO0Jb THIOTANIAMO-TUTIOPHU3aPHON 00IacTH, BCTpEYaromIascs B JETCKOM Bo3pacte. boree pemxue
OTYXOJIH - aficHOMa runodusa, TepMUHOMA, TaMapToMa.

[IporpeccuBHBINi POCT WM TMPOBOJUMOE JIeUeHHE OOBEMHBIX 00pa3oBaHUil (Hampumep, TIHOMa
3pUTENBHBIX HEPBOB, aCTPOIIMTOMA), aHATOMUYECKH HE CBSI3aHHBIX C TUTIO(PHU30M, HO JIOKATHU3YIOITUXCS
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B HEMOCPEACTBEHHON OJIM30CTH K THUNOTAIaMO-THIIO(MHU3apHON OO0JIACTH, TAKKE MOTYT OCIIOKHSATHCS
HegocraTouHocThio CTT.
Hepumur CTI y gerelr B psfe ciaydaeB HaOMIONAIOT TOCTe OOIIero oOlydeHus: MpU Tepecaske
KOCTHOTO MO3ra, Yy MAalUEHTOB, IMOJYyYalolMX XUMHUOTEPANUI0 [0 IIOBOJY OHKOJIOTUYECKUX
3a00JICBaHHH.
[Ipuobperennsiii nepunur CTI" He3aBUCUMO OT MPUYMH €r0 BO3HUKHOBEHUS B OOJBIIMHCTBE CITy4acB
coyeraercsi ¢ AeDUIMTOM JAPYrHX TPOMHBIX TOPMOHOB, IMPH STOM «BBITIAJICHUE» THIO(PH3APHBIX
TOPMOHOB ITPOUCXOAUT MTOCTETEHHO.
Kimmanueckas kaptuHa
¢ [locTHaTanpHOE OTCTaBaHUE B POCTE.
¢ [Iporpeccupyroriee CHHKEHUE TEMIIOB POCTa. 3amoJ03pUTh FeHETHYECKyr0 OcHOBY nedunuta CTT
MO>KHO TIpHU:
4 paHHEM Hauaje OTCTaBaHUs B POCTE;
4 OTATOLIEHHOM CEMEIHOM aHaMHE3€ B OTHOLLIEHUH HU3KOPOCIOCTH WU OJIM3KOPOJICTBEHHOM Opake;
¢ pocrte HIXKE -3 SD (cTaHAapTHOTO OTKIIOHEHUS ) CPETHETO.
®denotunuyeckue ocodoennoctu aedumura CTI.
¢ BripaxxeHHas HU3KOpocaocTh (Oosee uem Ha 2 SD).
¢ Cxopocth pocta Oonee yem Ha 1SD Huke JUIsI COOTBETCTBYIOMIETO XPOHOJOTHYECKOTO BO3pacTta U
noJa.
¢ Camxkenne SD pocra 6ostee 0,5 B Teuenue 1 roaa B Bo3pacte crapiie 2 JieT.
¢ CkopocTth pocta 3a 1 rox 6osee yem Ha 2SD nim 3a 2 roga 6onee yeM Ha 1,5SD Hmke cpemHeit mpu
OTCYTCTBHH HU3KOPOCJIOCTH. [IponopiinoHanbHO€E TENOCI0KEHHE.
¢ Menkue 4epThl JHIla B COYETAaHWU C MpeodiIaJlaHueM MO3TOBOTO Yeperna HaJl JIMIEBBIM, 3araBlias
MepeHocuIa.
¢ JlnuTenpHas jKeNTyxa, HEOHATAJbHBIA X0JIECTa3 B MOCTHATAILHOM TIEPHO/IE.
¢ [unornukemMun y 1eTeil Milaaiiero Bo3pacTa.
¢ 3aziepKKa KOCTHOTO CO3PEBaHUS: IO3/IHEE 3aKPhITHE OOJBIIOTO0 POJHUYKA, MO3JHEE MPOpe3bIBaHHe
3y0O0B, 3aro3aias cMeHa 3y00B, 3aJiepKKa ClIOHTaHHOTO Imyoeprata ipu UJIT'P.
¢ llcroHueHHe KOXKH, BhIpaKEHHAasi BEHO3HAs CETh Ha BOJIOCUCTOM YacTH I'OJIOBBI.
4 Beicokuii rosoc.
¢ MeyieHHBIH POCT BOJIOC U HOT'TEH.
¢ MUKpOTICHHC Y MaJTbYHKOB.
¢ Cumnromaruka MJITA.
¢ HopmanibHOE MHTEIIEKTYallbHOE Pa3BUTHE.
JImarHocTuka
¢ Huskwuii orBer CTI Ha poHE CTUMYISAILIMOHHBIX TECTOB.
¢ Huskuii ypoBeHb MM HWKHsS rpaHuna HopMbl MIP®-1. Hopmanbaelil kapuotun (46XX y aeBodexk,
46XY y Manb4uKOB).
¢ OTcTaBaHue KOCTHOTO CO3pEBaHMsI OT XPOHOJIOTHYECKOTO BO3pacTa Ha 2-3 rojaa u Ooee.
¢ MPT-ocoGenHocTu.

- T'mnomnasust aneHorunogusza, «IycToe» TYpelKoe CeUI0, TUIOIIa3us/amia3is TUIoTaIaMo-
runou3apHO HOKKH, SKTOMHS Heliporunodusa.

- [Ipu cunapome De Morsier: runormniasus/amiasus Xua3Mbl 3pUTENIbHBIX HEPBOB, TUMOILIA3HS/arlIa3 s
MIPO3pavyHON MEPEropoIKM U/UIIM MO30JIUCTOTO Tea.

- [Ipu nedexre Prop-1 -rena: runepiasus ageHOrumnogusa.
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¢ [loaTBepkaeHNE HATMYUSA MyTalluK reHa, oOycnosnuBaromero pazsutue UAT'P wmu MATA.
Jleuenue

¢ 3amectuTenpHas Tepanus pekoMOonHaHTHBIM [P u3 pacdera 0,033 Mr/ Kr/cyT exeIHEBHO MOAKOKHO B
BEUEpHEE BpEMSI.

¢ CooTBETCTBYIOIIAsl 3aMECTUTENbHAs TOPMOHAJbHAs Tepanus JApPYyrol HMeEoIencs TPONHON
HEJOCTAaTOYHOCTH.
OcnoxxHeHus
¢ OcCnoKHEHUS BO BpeMsl JICUEHUS:
- T0OpOKavYeCTBEHHAsI BHYTPUYEPEIHAS THIIEPTCH3US;
- apTpaJIruy;
- OTEKH;
- IpenyoepTaTHasi THHEKOMAaCTHSI.
¢ OcnoKHEHUs IpU OTCYTCTBHUHM JICUECHHUS:
- KapJINKOBOCTB;
- 0)KUPEHHUE;
- TUIIEPXOJIECTEPUHEMMUS;
- TACTIPOTEUAEMHUS;
- OCTEOIOPO3;
- CHIDKEHHE TOJIEPAHTHOCTH K (PU3NYECKUM Harpy3Kam;
- YMEHBIIEHUE MTPOIOJKUTEIIBHOCTH )KU3HU.

Munoranamyc
ComarocTatuH ComaronubepuH
-~ ’Y * - ..~~“s
e el /o i
- ~ {
- ~
N
’ AY
\
/' Munocpus \

Cromar

-~
S ——

MonoBbie
cTepoufsbl

/

Koctb MeveHb
Mbiwya

Kuposas
TKaHb

Puc. 6.1. Cxema cekpeunu 1 1elCTBUS TOPMOHA pOCTa
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PocT (cm)

40 —r—r—

1901

1801
1701
160 1
150
140 1
130 4111
120411

110
1001

80 1
70+
60
50

Hayano pocra |
afieHoMb! runodusa

0 2 4

a

T 40 +r—r—r—rrr—rrrrrrrrrrr-o-r

6 8 10 12 14 16 18 20 0 2 4 6 8 101214 16 18 20
BozpacT (rogpb!) 6 Bospact (rogp!)

Puc. 6.2. KpuBsie pocta: a - npu BpoxjaeHHoMm CTI'-peduuure; 6 - mpu mpuodbperenHom CTT-

nedunuTte

~|”
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Puc. 6.3. Ilanmment B Bo3pacte 4 ner, poct - 81,0 cm, SDS pocra--5,69. Jluaruos: BpOKJIEHHBII
runonutyutapusMm (CTT-pepuuut, Bropuunsiii runotupeos: TTI - 2,7 MEx/n, cB. T4 - 4,7 nmons/n).
3HaYUTEIHHOE OTCTABAHUE KOCTHOTO CO3PEBaHMS: KOCTHBINA BO3PACT COOTBETCTBYET 12 Mec

Puc. 6.4. [Tauuent B Bo3pacre 14,5 ner, poct - 100,8 cm, SDS pocra--7,74. JluarHo3: BpOKJI€HHBII
runonuryutapusMm (CTI-gedurut, Bropuunslii runotupeos). KoctHslii Bo3pacrt - 3 rona
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-

Puc. 6.5. ®enotunmueckue 0COOEHHOCTH BPOKAECHHOTO TUMTOTIUTYUTApU3Ma: MpeodiajaHue MO3TOBOTO

gyepera HaJl JTUIEBBIM, OOJIBIION 7100, 3amaBiias mepeHoCcHIIa

140
®
130
mo
120
o

101

6

50
=
40
@
30
]
20
15
10
-

Puc. 6.6. [Taiment B Bo3pacte 15 ner, poct - 134,0 cm, SDS pocra--5,69. [lnarHo3: npruoOpeTeHHbIH
runonutyutapusM (CTI-neduuT, BTOpUUHBIA TUIIOTUPEO3, HecaXapHbIi qruadeT), pa3BUBIIMNCS MOCTIE
OTIEPAaTUBHOTO YAAJICHHS dHI0CEIUISIPHON KOPTUKOTPOTIMHOMEI (a, 0)
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Mytauus PROP 1 Mytauua PROP 1
A GA 301/302; Ser107ter A GA 301/302; Ser107ter
B reTepo3UroTHOM MONOXEHUU B reTepo3UroTHOM MONOXEHUN

Q \

PocT 174 cm, PocT 176 cm,
3fgopoea 300poe

FomozurotHasa mytauus PROP 1
A GA 301/302; Ser107ter

Puc. 6.7. Ilanmentka 5 ner ¢ auarHozom: runonutyutapusm (aepumur CTL, TTI) (a). [unepmnnasus

runoduza (6). Myraruss PROP-1-2ena (B)
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VBi3D
FAL

ENDOCRINOLOGY CENTRE
MACNETOM IMPACT
H-SP VB33A

+ FAL

256 %2560

Sag>Cor

Puc. 6.8. MPT-kapTuHa runortanamo-runo¢usapaoii oOmactu. Haubonee wacto BceTpedaromasics
natojorus npu BpoxaeHHoM CTI-neduuute: a - auctonus Heiporunogusa (pacrnonoxeHue B 00nacTu
XHMa3Mbl), YaCTUYHO «IIyCTOE» TYpPELKOEe CeUl0, TMIOIIa3usi BOPOHKM rumno¢usa; 6 - TUIMOMIa3us
ageHorunoduza
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7. CHHAPOMAJIbHAA HU3KOPOC/IOCTb

Cunnpowm Jlapona (Laron)
YactoTa

Kpaiine peaxasi.

Tun HacienoBaHUS
AyTOCOMHO-PELECCUBHBIN.
DTHOJIOTHS U ITAaTOTCHE3

3a0oneBaHne, BBI3BIBAEMOE PE3MCTEHTHOCTBIO K TOPMOHY pOCTa Ha YpPOBHE TKaHEH-MHUIICHEH

BcaeactBue narosoruu peuentopa CTT.

Kimmanueckas kaptuHa

¢ Jlepunut pocra npu poxaeHuu (38-48 cM npu AOHOIIEHHOW OEpEMEHHOCTH).
¢ BripakxeHHas MOCTHATaJIbHAs 33/I€PXKKa pOCTaA.

¢ CKJIOHHOCTD K THIIOTJIMKEMHUSIM C qaCHﬂMMﬁHpHCTYHaMH'FHHOFHHKCMHQCCKHX,COCTOﬂHHﬁﬁB paHHEM

JCTCTBCE.

¢ Bpox/ieHHbIe TOPOKH Pa3BUTHS (YacTO): CTEHO3 aOpThl, JIEreHepalis T'OJOBKU OEIpeHHON KOCTH,

HUCTarM, Karapakta, yKkopoueHue (hajaHT majibIieB.

¢ Masiast OKpy>KHOCTb T'OJIOBBI.

¢ Hepopas3BuTue HIKHEN YEITIOCTH.

¢ Brictynaromuii 1006.

4 3anaBIiiasi IepeHOCHUIIA.

¢ ['omyObIe CKIIEpHI.

¢ [laronornyecku MajieHbKUE KUCTH, CTOIIBI, MTOA00POIOK.

¢ MHOXECTBEHHBIN Kapuec 3y0OB.

¢ lcTonueHue BojOC.

¢ MeyieHHbI pOCT HOTTEM.

4 Bbicokuii roJioc BCIIEICTBUE Y3KOUM TOPTaHU.

¢ OTcTaBaHue KOCTHOTO CO3pPEBaHUs Ha 1-2 roja oT macCopTHOroO BO3pacTa.

4 Bo3MoOxHa 3aJ1ep>KKa MOTOPHOTO U YMCTBEHHOTO PA3BUTHS PA3JIMUHOMN CTEIIEHHU.
4 3aziepKKa MOJIOBOTO CO3PEBAHMUSL.

¢ OtcyrcTBHE (B OOJBIIMHCTBE CIIy4aeB) MyOEpPTaTHOIO YCKOPEHHs TEMIIOB POCTA.
¢ CoxpanHasi (hepTUIBHOCTb.

¢ OxupeHue.

¢ [unepnunuaeMus (pa3BUBAETCs MPOTPECCUBHO 10 BBIPAKEHHOMN CTETICHN ).

¢ OTHOCHUTENbHAS TUIIEPUHCYJIMHEMHUS U HHCYJIMHOPE3UCTEHTHOCTD.

¢ B psage ciyuaeB - HTT Brots 1o pasButus CJI.

¢ Koneunslii poct: y MmyxuuH - 119-142 cMm, y sxenmmuH - 108-136 cm, uto cocrasiser -4...-10 SDS.

¢ Mpimeynas cabocTh U OCTEONOPO3 B 3pEJIOM BO3PACTE.

4 Huskuil conuanibHbIN CTaTyC.

¢ OrcyrcTBHE 3P deKTa OT JIeUeHUsI TOPMOHOM POCTa.

Jlnarnoctuka

¢ Konnenrpauuu CTT (Ga3asnbHble U CTUMYIHPOBAHHBIE) MOBBIIICHBI UM HOPMAJIbHBIE.
¢ Kpaiine nuzkue yposuu UP®-1, UPOCh-3.

¢ OrcyrctBue nogbeMa MP®-1 na crumynsauuto CTI (Tect Ha reHepanuro).

Jleuenune

PexomOunanTHbii UPO-1.
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OcnoxHeHust
¢ OcoXHeHus BO BpeMs JICUCHUSI:
- ObIcTpOE 0Opa3oBaHUE aHTUTEN K BBOgUMOMY MPD-1;
- pekpaieHue dppexTa OT JICUCHHsL.
¢ OcnoxHeHus 06€3 JICUEHMUSL:
- KapJIMKOBOCTb;
- 0)KUpEHHUE;
- TUIIEPXO0JIECTEPUHEMUS;
- TUCIIPOTEUIEMUSL.
Cunnpom lepemesckoro-Tepuepa
Yacrorta
1:2000-1:2500 HOBOPOKICHHBIX JIEBOYEK.
OTHONOTHS U TaTOT€HE3
Anomanus X-XpoMOcOMbl: MOHOcCOMHS (kKapuotun 45X) WM pa3IuyHble BapUaHThl MO3aWLU3Ma -
45X/46XX, 45X/46X1(Xq), 45X/46Xdel(X), 45X/46XY u np.
Kimmanueckas kapTuHa
KiroueBbie KIIMHUYECKHE 0COOEHHOCTH.
¢ Huzkopocnocts (acconmmpoBana ¢ SHOX-reHom), cpeaauii KOHEYHBIH pocT Ha 20 cM MEHbIIE, YeM
CPEIHUI POCT 3/10POBBIX KEHIIMH COOTBETCTBYIOIIEH MOMYISALUN.
¢ denorunuueckrne 0COOEHHOCTH.
¢ ['UneproHagoTPOIHBIN TUIOTOHAIU3M.
¢ XapakTepHas COIyTCTBYIOLIAsl ATOJIOTUSI.
Huskopocnocts npu cunapome Ilepemeckoro-Tepaepa Bcrpeyaercst B 98%.
Ocob6enHoctu tuHaMUKH pocta ipu cuaapome [lepemeckoro-TepHepa
¢ [Ipu poxxneHuun: yMepeHHas 3a/ep>KKa BHYTPHUYTPOOHOTO pa3BUTHs (CpelHss [UIMHA W Macca Tena
HOBOPOXKJEHHBIX Ha 1SD HuXe cpeHenonyasaIuOHHbIX).
¢ IlepBbie 3 roga: »KM3HUA TEMIIbI POCTA HE3HAYUTENBHO OTINYAKOTCS OT HOPMBIL.
¢ 3-14 niet: nocreneHHOE U MPOTPECCUBHOE CHUKEHHUE TEMIIOB POCTa, 33JIeP’KKa KOCTHOTO CO3PEBaHMUS.
¢ Crapuie 14 nier: HU3Kasg CKOPOCTh pOCTa, OTCPOUYEHHOE 3aKPBITUE 30H POCTA.
®enorunuyeckne ocodbenHoctu cunapoma lllepemesckoro-TepHepa
¢ JlumbaTndeckre OTEKU KUCTEH/CTOI IPU POKACHUU.
¢ KopoTtkas 11est ¢ KpbIJIOBUJAHBIMUA KOKHBIMU CKJIQJIKAMU PA3JIMYHOM CTE MEHU BBIPAKEHHOCTH.
¢ Huzkuii pocT BoJIOC Ha 11ee C3a/u.
¢ [It03 Bek (yallle ABYCTOPOHHHMI ), SMUKAHT, MUOTIHS, HUCTArM.
¢ Mukpornarus, rotudeckoe HEOO. Jledopmarus yiHbIX paKOBUH.
¢ boukooOpa3Has rpy/Has KIeTKa, ITUPOKO PACCTABICHHBIE «BTSHYTHIE» COCKH.
¢ BanbrycHas geBuanusi IOKTEBbIX CyCTaBOB, Aedopmarms MagenyHra.
¢ YKOpoueHHEe M YTOJIIEHUWE NalblieB 3a CUET YKOPOYEHUs MeETaKapHalbHbIX KOCTEH, CKOJIMO3,
JUCIUIa3us HOTTeH.
¢ MHOX€ECTBEHHbIE TUTMEHTHBIE HEBYCHI.
XapakTepHas COMyTCTBYIOIIAsi NaTOJIOT s
¢ BposkJiIeHHbIE TIOPOKH JIEBBIX OTIEJIOB CEpJIla: KOApKTalus aopThl, JABYCTBOPYATHIA aOpTalbHbBIN
KJIallaH, aHeBpHU3Ma aOPTHI.
¢ Bpoxk/IeHHbIE TIOPOKU TMOYEK U MOYEBBIBOMSIIEH CHCTEMBI: «IOJKOBOOOpa3Has» MOYKa, YABOCHUE
YaneyHoO-JTOXaHOYHON CUCTEMBI, BTOPUYHBIN MHUET0HEePPUT.
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¢ XPOHHUYECKHUM AayTOUMMYHHBIA TUPEOUIUT, TUTIOTUPEO3.

¢ HTT.

¢ Yactble cpejHie OTUTHI, TYTOYXOCTb.

¢ Butumumro, ajgonenus.

¢ OcTteomnopos.

['mnepronagoTpONHBIA UIIOTOHAIU3M

¢ OTcyTcTBHE BTOPUUHBIX HOJIOBBIX MPU3HAKOB. OTCYTCTBHE MEHCTPYyaLIUH.

¢ OrcyrcrBue snyHUKOB Ha Y3U (yacTo), HeIOpa3BUTHE MATKHU.

¢ becruonue.

Jnarnoctuka

¢ XapakrepHble KIMHUYECKUE IPU3HAKY.

¢ Kapuotunuponanue.

Jleuenue

¢ JleyeHne KapJMOBACKYISIPHON U MOYEYHOM COIMYTCTBYIOLIEH MATOJOrMU: creru@uueckas Tepanus u
XUPYpPrudeckoe JeyeHue sl KOPPEKIUU MOPOKOB Pa3BUTHSI.

¢ OnTuMu3anmsi pocta B JETCTBE, HOpPMalIM3alls KOHEYHOTO pocTa: Tepanus pPEeKOMOMHAHTHBIM
ropMOHOM pocTa u3 pacyera 0,05 mr/kr/cyr.

¢ GopMupoBaHMe BTOPUYHBIX IOJOBBIX IPU3HAKOB, YCTAHOBJIEHHE PETYISPHOIO MEHCTPYaJIbHOTO
LMKJIA: Teparus NOJOBBIMU CTEPOUIAMHU.

Cunnpom Hynan (Noonan)

Yacrorta

1:10 000-1:20 000 HOBOPO>KIEHHBIX.

Hacnenosanue

Bo3MoxHBI criopamuyeckde Cciaydad WM CEMEHHBIM BapuaHT (ayTOCOMHOJOMHHAHTHBIM  THII
HacyenoBaHus). My)XUnHBI 4acTO OECIIONHBI BCIEICTBUE aHOMAIM MOYENOJIOBON CHCTEMBI, TIOATOMY
MaTOJOTrMYECKUI T'€H PAKTUYECKU BCErJa NepelaeTcss OT MAaTEPH - HOCUTEIS IeHa.

OTHOJIOT U U NTATOTEHES

Myranuu rera PTPN11. Kapuotun HopMalIbHBIH.

Kinanueckas kaptuHa

deHoTUNIMYECKHE 0COOEHHOCTH

¢ Hu3kopocnocTs (CpeaHuid poCT B3pOCIOro MYKYUHBI - 162,5 cm, xeHIuHEI - 153 cm).

¢ JIumdocTasz HHKHUX KOHEYHOCTEH.

¢ KppUIOBUIHBIE CKJIAIKU KOXKH Ha IIEe.

¢ Huzkuii pocT BoJIOC Ha 11ee c3au.

¢ [uneprenopusM (ILIMPOKO pacCTaBICHHBIE TJ1a3a, aHTUMOHTOJIOUAHBIN pa3pes a3, nTo3).

¢ Jledbopmarivs 1 HU3Kas MMOCA/IKA YIIHBIX PAKOBUH.

¢ upokas nepeHocHIla.

¢ Kopotkas mes.

¢ Bpoxaennas medopmarius JJOKTEBBIX cycTaBoB (Cubitus valgus), 6paxuaakTuins.

¢ ['otnueckoe HEOO, HAapYyILLIEHUE TPUKYCA.

XapakTepHas COMyTCTBYIOIIAsi NaTOJIOT s

¢ BpoxJieHHbIE TOPOKM TPaBbIX OTJEIOB  CepAlla: CTEHO3 JIETOYHOM  aprepuu, AeeKT
MEXKETYJOUYKOBOM  MEperopojkKh,  OTKPBITHIA  apTepualbHbId  NpPOTOK, Terpaaa  Damo,
runeprpoduyeckas oOCTPYKTHUBHAS KapAUOMHUOTIATHS.

¢ ['uno- u annasus noyvek, ruApoHedpo3, yponaTus BCIEICTBUE OOCTPYKIUH.
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¢ 3a5iep)kKa YMCTBEHHOTO Pa3BUTUSI pa3HOU CTETIEHU BBIPAKEHHOCTH.

¢ Kpunropxusm.

¢ [losoBoE pazBuTHE BaphbUpPYyeT OT HOPMAJIBHOTO JO MOJHON JUCTeHEe3Wd roHaa. Y JEBOYEK 4acTo
HaOJIOIAIOT TO3AHEE HAYAJI0 MEHCTPYAIlUi, Y MATbYUKOB - KPUIITOPXU3M, THIIOTOHAIU3M.
Jnarnocruka

¢ XapaxkTepHble KIMHUYECKHE MPU3HAKH.

¢ Kapuotunuponanue.

¢ MonekynsipHo-reHeTudeckoe uccienoBanue rena PTPN11.

Jleuenue

¢ JleueHue KapIMOBACKYISIPHOM  COMYTCTBYIONIEW TMATOJOTHHU:  CHeNU(pUYECKas Tepanus Hu
XUPYPTUUECKOE JICUCHUE TSI KOPPEKIIUU MTOPOKOB PA3BUTHAL.

¢ [Ipu HaMMYUKM TPU3HAKOB TUIIOTOHAU3MA: 3aMECTUTEIbHAS TEPAMHs TIOJIOBEIMU CTEPOUIAMHU.

¢ Tepanus pexomObunanTHeiM ['P u3 pacuera 0,033-0,05 mr/kr/cyr.

Cunapom Paccena-CunsBepa (Russell-Silver)

Yacrorta

1:30 000.

Hacnenosanue

Bcerpeuaercst B GOJIBITMHCTBE CTy4aeB CIIOPAAMYECKH, OJJTHAKO OMHCAHBI U €AMHUYHBIC POJOCIOBHEIC C
JAHHOW maToJioruei. Tuil HaclieoBaHUs HE YCTaHOBJIEH.

DTHOJIOTUS U TATOTE€HE3

HccnenoBanus NocaeIHUX JIET CBUAETENbCTBYIOT O BO3MOXHOM MPUYACTHOCTH T'€HETUUYECKHX 1e(DEeKTOB
y4yactkoB 7pl2-14 u 11pl15.

Knununueckas kaptuHa

deHoTunMYeckrue 0COOEHHOCTH

¢ 3azepkKa BHYTpUYTPOOHOTO pa3BUTHA: Majasi Macca Tella U HU3KUM POCT MPU POXKACHUU.

¢ Bpoxk/1eHHBIH KapJIUKOBBIA POCT B pe3yNibTaTe HAPYIIEHUSI SMOPHOHAILHOTO Pa3BUTHA.
3HauUUTENbHOE OTCTABAHUE MACCHI TeJIa OT HOPMBI.

¢ 3agepxka oOIIero pa3BUTHS.

¢ TpeyronpHoe nuno (607b1I0H 100, TUMNOIIA3Usl HIKHEW YeNIOCTH, OIYIEHHbIe BHU3 YrOJIKH PTa,
TOHKHE TYOBI).

¢ ['oTnyeckoe HEOO.

¢ AcuMMeTpus Tema, MOSCHUYHBIA TOP03.

¢ KinnogakTunus V nanblieB pyK 3a CYET JIeBUALlMU AUCTAIbHOU (halaHTu, CUHIAKTUIIHSL.

XapakTepHasi COIMYTCTBYIOIIAsl TATOJIOTHUSI.

¢ [IpexaeBpeMeHHOE, YCKOPEHHOE TI0JIOBOE Pa3BUTHE.

¢ Kpunropxusm, rurnocnains, TUIOTUIA3Hs MOJIOBOTO YJeHa, MOIIIOHKH.

¢ AHOMaJIMKU MOYEBBIJCTUTENBHON CHCTEMBI.

Jlnarnoctuka

Ha ocHoBanuu peHOTUTTNYECKUX JAHHBIX.

Jleuenue

Dddexrusna Tepanus ['P B no3ze 0,033-0,06 mr/kr/cyT.

Cunnpom Cekkens (Seckel)

CunonuMmbL: cuuApoM BupxoBa-CeKkensi, «IITUIETOIOBBIE KapIUKI.

YactoTa

Memnee 1:1 000 000.
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I'enpepuoe cootHomenue - 1:1.
DTHUOJIOTHS U NTaTOTEHE3
MonexynsipHo-reHeTudeckass ocHoBa: SCKL1 roMo3urotTHas WM TETEPO3UTOTHAs KOMITAyHHAs
Mmyraius B rede ataxia-telangiectasia u Rad3-related protein (ATR, 3922.1-924).
Jpyrue BapuaHThl CHHAPOMA!
¢ SCKL2 (18p11.31-g11.2);
¢ SCKL3 (14923);
¢ SCKL3 - ocHoBHOI nokyc ais cuaapoma Cekkens. HacnenoBanue - ayToCcOMHO-PEIIECCHBHOE.
Kimmanueckas kaptuHa
MuHuManbHbIe AUATHOCTUYECKUE TPU3HAKU:
4 HU3KOPOCIIOCTE,
4 KITIIOBOBHMIHBIN HOC;
4 YMCTBEHHAs OTCTAJIOCTh.
DeHOTUITHYECKHUE 0COOEHHOCTH
¢ Manudecranus - mepuo 1 HOBOPOKJICHHOCTH.
¢ [IponoprmoHanbHass KapIUKOBOCTh C BHYTPUYTPOOHOTO TIEpHOIa.
¢ 3ajzepKKa BHyTPUYTPOOHOTO pa3BUTHUA.
¢ 3HauuTENBHOE OTCTAaBaHWE POCTa B MOCTHATAIBLHOM Mepuojie: cpeanee 3Hauenune SDS pocra - -7 (-5.-
13).
¢ BripakeHHast MEKpoliealinsi, paHHEE 3aKPHITHE MEKUYEPEITHBIX IITBOB.
¢ 3anepxka ymcrBennoro passutus (1Q <50).
¢ OeHoTUI «ITULIETOJIOBOTO KapIHKa:
- CKOIIIEHHBIN 100, 60IbIIIHE TI1a3a, KIIFOBOOOPA3HBII HOC, Y3KOE JIUIIO;
- peTpoTHAaTHUs, MUKPOTHATHSI,
- apkooOpa3zHoe HEOO;
- CKY4€HHBbIE 3yObl C HEMPABUIIbHBIM IPUKYCOM;
- HU3KO MOCaKEeHHbIE 1e()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI;
- KIIMHOAAaKTUNus V ¥ runoriasus [ nanabia kucru;
- OTCYTCTBHE 3MU(H3a HEKOTOPBIX (haraHr;
- TUNOILIa3us MPOKCUMAJIbHON YacTH JTy4eBOM KOCTH;
- anyia3us 0JJHOTo pebpa;
- K03, CKOJINO3;
- BBIBUX Oefpa;
- KOCOJIANOCTh, IIIOCKOCTOINE, CAHJAJIeBU/IHAS I1IETIh.
XapakTepHasi COMMYTCTBYIOIAsl ATOJIOTUS
¢ Kpunropxusm, KIUTOPOMETausi, THPCYTU3M.
¢ AreHesus MO30JIMCTOrO TeJla, HaXUTrupusl.
¢ bonesnu kpou (B 15-25% ciydaeB): aneMus, TaHIIUTOTICHUS, OCTPBIF MUETONEIKO3.
¢ BpoxeHHble mopoku cepana: terpana damio, nedekTsl MexKeNyI0uKOBOW MEePEeropoKH, CTEHO3
JIETOYHOM apTepuu, AEKCTPAO3ULUs a0PTHI U JIp.
Jnarnoctuka
¢ OEHOTUNTMYECKUE TAHHBIE.
¢ B HEKOTOPBIX CIIydasix - MOJIEKYJISIPHO-T€HETUYECKasi JUAarHOCTUKA (HEBO3MOYKHOCTh HCIIOIb30BaAHUS
B PYTUHHOM MPAKTUKE).
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¢ PeHTreHonoruueckye JaHHbIE: OTCTaBaHUME KOCTHOTO BO3pacTa, MAUCILIA3Us TOJIOBKM Oelpa,
JMCIIOKALUS TOJIOBKH JIy4€BOM KOCTH.

Huddepenunanbuas AMarHocTUKa

¢ Bpoxxaennsie (opMbl KapJIUKOBOCTH ¢ MUKpoIledannei.

¢ MOPD IlI-cunapom (Majewski Osteodysplastic Primordial Dwarfism type I1).

Jleuenue

¢ CumMnToMaTu4eckoe.

¢ Jleuenue ropMoHoM pocrta Manod3(p(HEeKTUBHO, BOZMOKHO HE3HAYUTEIBHOE YCKOPEHHE TEMIIOB POCTa
Ha IIEPBOM T'OJTy JICUEHHUSI.

Cunapowm IMpagepa-Bummu (Prader-Willi)

Yacrorta

1-5:10 000.

OTHONOTHS U TaTOT€HE3

Cunpgpowm Ilpanepa-Bumnu MoxeT 6bITh 00yCIIOBIIEH IBYMSI OCHOBHBIMU MexaHn3MamHu. [1epBrolii U3 HUX
- Mukpozenenus xpomocombl 15 (15q11.2-q13), koTopas Bcerja MMeeT OTLOBCKOE MPOUCXOKICHHUE;
BTOpPOM - MaTepUHCKas HW30JHCOMHUSA, T.e. Korja o0e XpoMocoMbl 15 moOJdydeHsl OT MaTepHu.
YuunapenrtanbHas (ogHopoautenbckas) aucomus (UPD) - HacnenoBanue o0eux XpoMOCOM TOJBKO OT
onHOTO U3 poauteneil. [Ipupoaa yHunapeHTaabHOM JUCOMUN OKOHYATENIbHO HE BBISICHEHA.
HacnenoBanue

Cnopaguueckoe.

Knununueckas kaptuHa

¢ Manudecraius - HeOHATATBHBINA TTEPHO/I.

¢ Jlo poxxJieHHs: HU3Kas MOJIBMXKHOCTD IUI0/IA; YAaCTO - HEMIPABUIIBHOE MOJIOKEHUE II0AA.
deHoTUNINYECKHE 0OCOOEHHOCTH

¢ UepenHo-nunieBoi qucMopdusM (y B3pOCHBIX BBIpaK€HA TEPEHOCHIIA; BBICOKHN M Y3KHH JI00; Kak
IIPAaBUJIO, MUHJAJICBUIHBIC T71a3a; Y3KHE I'YOBbI).

¢ OxupeHue, CKIOHHOCTb K ITepeeaHuIo (Jalle NposBIsIeTCs K 2-M rojiam).

¢ CHIWKEHHBIN MBIIICYHBIN TOHYC (TUTTOTOHYC).

¢ CHWwXKeHHasi KOOpAUHAIMS IBUKEHUH.

¢ MasieHpKHe KUCTH U CTOIIbI, HU3KUH POCT.

¢ [loBbllIEHHAs COHJIUBOCTb.

¢ CrpabusmM (kocoriasue).

¢ ['ycras cirona.

¢ [lnoxue 3yObl.

XapakTepHasi COITyTCTBYIOLIAs! 1aTOJIOTUS

¢ ['unoronau3m/3aiep>kKa MoJIOBOro CO3pEBaHMUs.

¢ Cxonnos3.

¢ Jlucninasust Ta300€peHHBIX CYCTaBOB.

¢ 3aziep’Kka YyMCTBEHHOIO M IICHUXOPEYEBOro pa3BuThs. OTcTaBaHME B OCBOEHMM HABBIKOB OOILEH U
MEJKON MOTOPHUKH.

Jnarnoctuka

¢ deHoTUNMUECKUE NAHHBIE.

¢ MounekymnsipHO-TeHETUYECKasl TMarHOCTUKA

JuddepennnanbHas AMarHoCTUKA

¢ JIpyrue popmMbl 0)KUpEHUSI.
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Jleuenue

CuMnToMaTH4eCcKoe JICYCHUE

¢ /luera c orpaHUYCHUEM JKHUPOB U YIIIEBOJIOB.

¢ HooTtpomnbl. 3aHATHUS C JIOTONEIOM.

¢ JIOK, maccax.

¢ Ipu otcraBanmu B pocte - Tepanus I'P B mo3e 0,033 mr/kr/cyr (1 mr/ m?/cyr).

¢ ExxenHeBHast no3upoBaHHas pu3nyecKast Harpy3Ka.

¢ [losoBblie cTepouabt it (GOPMUPOBAHUS BTOPUUHBIX MTOJIOBBIX ITPH3HAKOB.

Cunnpom Kopuenuu e Jlanre (Cornelia de Lange)

Cunonumsl: cunapom bpaxmana-ne Jlanre, aMmcrepaamckasi KapiIuKOBOCTb.

Yacrorta

1:10 000-1:30 000 HOBOPOXk ICHHBIX.

HacnenoBanue

B OGonpmmHCTBE citydae - CrOpayecKhe Ciaydyau; TakKe UMEeT MECTO ayTOCOMHO-TOMHUHAHTHOE, X-
CIICTITICHHOE PEIeCCHBHOE HACTIeIOBaHME.

I'enneproe cootHomenwue - 1:1.

OTHOJIOTHS U NTaTOTEHES

[MpumepHo mosioBHHA ciydaeB oOycioBieHa myranusmu B reHe NIPBL (5-s1 xpomocoma), okono 5%
ciydaeB - wmyrammsimu B TeHe SMCIA (X-xpomocoma), KOAMPYIOIIEM CYOBEAMHHUILY OEIKOBOTO
KoMmIuiekca koresuHa. Onucanbl Mytanuu B reHeSMC3 (10-s xpoMocoma), KOTOPBIH TakkKe KOAUPYET
OJIHYy U3 CYOBEUHUI] KOT€3HHa.

B psne ciayyaeB mpu HUTOT€HETHYECKOM HCCIIEIOBAaHUH HAXOASIT MUKPOIYIUTMKAIINIO JJOKYCOB 25-029
XpPOMOCOMBI 3.

Knununueckas kaptuHa

¢ Manudecramus - nepuo] 1 HOBOPOKACHHOCTH, paHHEE JETCTBO.

¢ BripakeHHast BHyTpUYTpoOHas 3aaepxka pocta (co Il pumectpa 6epeMEeHHOCTH), HU3KHE Macca Tenna
U POCT IPU POKICHUU.

deHoTUNMYeCKue 0COOEHHOCTH.

¢ UepenHo-nunieBoit  qucMopdusm  (Mukpouedanus, Opaxunedanus, cpociiuecs OpOBH, TMHHBIC
3arHyThl€ PECHUIbl, KOPOTKUHA HOC M IIUPOKas MEPEHOCHUIA, BHIBEPHYThIE KHAPYKU HO3JPU, TOHKAs
BEepXHsAA TyOa, OMNMyLIEHHbIE KHU3Y YrOJKU pPTa, HU3KO PACHOJIOKEHHbIC IUCIUIACTUYHBIC VIIHBIC
PaKOBUHBI, MUKPOTHATHS).

¢ AHOMaNMM Pa3BUTUSA KUCTU U CTOIBI (OJUIOJAKTUIINS BIUIOTH A0 MOJHOTO OTCYTCTBHUSI KOHEUHOCTH,
Opaxumerakaprus | MmsICTHON KOCTH).

¢ ['otuueckoe HEOO, pacuienuHa HEOA, HApYyILIEHUE TIPOPE3bIBAHUS 3YOOB.

¢ MpaMopHas Koa, TUIIOIJIa3usi COCKOB, THUIIEPTPUXO03.

¢ OrcTaBaHue B pocte, KoHeuHbIH pocT - 130-140 cm.

XapakTepHasi COMYTCTBYIOIIAs TATOJIOTUS

¢ 3aziep’KKa ICUXOMOTOPHOTO U MHTEJUIEKTYaJIbHOTO Pa3BUTHs pPa3HON CTENEHH BBIPKEHHOCTH.

¢ Muonusi, Kocoriasue, acTUrMaTH3M, aTpousi 3pUTEIbHBIX HEPBOB, KOJIOO0OMa 3pUTEIBHOTO HEPBA.

¢ Hapyienus 3peHust 1 ciyxa.

¢ Cynoporu.

¢ l'actponszodaranbHbiil pedIrokc, MPodIeMBbl C KOPMICHHEM.

¢ [lopoxu pa3BuTHS cep/la U NOYeK, MUIOPOCTEHO3, KPUITOPXU3M.

Jnarnoctuka
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¢ Kimuauko-(peHoTHnYeKne 0COOEHHOCTH.

¢ [IpenaranpHasi qUAarHOCTHKA: MO AaHHBIM Y3 omnpenensior 3aJep:KKy BHYTPHYTPOOHOTO Pa3BUTHUS

(3BYP) u nedextbl pa3BUTHI KOHEUHOCTEH.

4 B cembsix ¢ BBISIBICHHOM MyTalle - mpeHaraibHas auarHoctuka ¢eransnoit JTHK.
Huddepennunanbaas AuarHocTuKa

Jpyrue BapuaHThl HU3KOPOCIOCTH.

Jleuenne

¢ CuMITOMAaTUYECKOE, B 3aBUCUMOCTH OT ITOPAKEHHOT'O OpraHa (CUCTEMBI).

¢ [Ipu 3anepxke pocta - nedenue I'P B noze 0,033-0,05 mr/kr/cyt (ymepeHHO 3(h(HEeKTHBHO).

e

a 6

Puc. 7.1. Cemeitnas gopma cunapoma Jlapona y cecrep 6 ner u 4 ner, SDS pocra--6,8 u -6,7 (a).
[IpeoGnamanne MO3roBOro uepemna Haj JIMLEBBIM, 3alaBlias IEepeHOCHld, Troiyoble ckiepsl (0).
Maxkcumansibie  KoHuentpauun CTT Ha  crumynsuuu  knodenmanom® - 112 w200 Hr/min.

Heonpenensemslie yposau MP®-1

200
190
180
170
160

Pocr (em)
)

01 2 3 456 7 8 91011 121314151617 1819
Boapacr (roge)
a 6
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Puc. 7.2. Ilanmentka 14 ner ¢ cuaapomoM JlapoHa: mpeoOiagaHre MO3TOBOTO 4eperna Haj JHIIEBEIM,
3amaBimias mepeHocuna, poct - 90 cm, SDS--10,9 (a). Makcumanbaas kxonueHtpamus CTI Ha
crumyssiimu Kiodenuaom® - 100 ur/mit. Kpusast pocra 3toi namueHTku (0)

Puc. 7.3. Cunmpom IllepemeBckoro-TepHepa: KOpoTkas Imesi, KpBUIOBHIHBIC CKJIAQJKH IIEH,
TUTIEPTEIIOPU3M COCKOB, IIMPOKAst TpyaHas KieTka (a-0)

B s

Puc. 7.4. Ilammentkn c¢ cungpomom llepemesckoro-Tepuepa. CneBa: Bo3pact 7 JIeT, KapUOTHII
45X/46X, 1(Xq), SDS pocra--2,47. Cnpaa: Bo3pact 8 net, kapuotun 45X/46XX, SDS pocra--3,38.
Banbrycuas nedopmarnust 10kTeBbIx cyctaBos (Cubitus valgus)
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Puc. 7.5. Cunapowm lllepemesckoro-TepHepa: aucmia3usi HOTTEH

£

Puc. 7.6. Cunapowm IllepemeBckoro-TepHepa: HU3KUI POCT BOJIOC HA IIIee C3a/11 B BUJE Tpe3yoIia
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Puc. 7.7. Cunnpowm IllepemeBckoro-TepHepa: 3NUKaHTYC
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Puc. 7.8. [lammentka 7 ner c¢ cunapomom lllepemeBckoro-TepHepa: KpbUIOBUIHBIE CKIAAKHU ILEH,

,Z[e(pOpMaI_[I/ISI YIIHBIX PAKOBHH, S3MMUKAHTYC, INHPOKAA I'pyAHas KIJIICTKA, TUIICPTCIOPHU3M COCKOB, cubitus

valgus, mupokue KucTi pyK, Hu3kopocaocts (SDS pocra --2,33)
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Puc. 7.9. Pocroctumynupyromuii 3gdekt ropmona pocra npu cuaapome Illepemesckoro-Tepuepa B

TepBbIe TOBI JIedeHus: a - +10,3 cM Ha mepBoM roy JedeHus; O - +8,4 cM Ha BTOPOM TOJy JICUCHUS
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Puc. 7.10. [Tament 12 ner ¢ cu"apomom HyHaH: xopoTkas Iies, IIMPOKas MEPEHOCULIA, LIUPOKO
paccTaBlieHHbIE IJa3a, aHTUMOHIOJOWJHBIA pa3pe3 IJla3, HU3KO pACHOJIOKEHHBIE UCIUIACTUYHbIE
YILIHbIE PAKOBUHBI

30
-

' N

Illlllllhh..ulm“ll

Puc. 7.11. Ilaumentka 4 ner ¢ cunapomoMm CunbBepa-Paccena: poct - 85,1 cm, SDS pocra - 3,28,
acUMMeTpus Tena (JieBasi OJ0BUHA OOJIbIIE MPaBoil), TpeyrojabHOE JUIO (OOIBIION 700, THIOIIIa3Us]
HIDKHEH YeNIOCTH, TOHKHE T'yObl)
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Puc. 7.12. [Taiment 4 ner c¢ cunapomom CumbBepa-Paccena: poct - 86,3 cm, SDS pocra - 3,66,

acUMMeTpus Tela (IpaBast MOJOBHUHA OOJIbIIIE JIEBOIT)
Cunnpowm Jlepu-Beiins (aucxoHApOOCTE03)

Yacrora

He usBecrHa.

HacnenoBanue
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AyTOCOMHO-JOMUHAHTHOE.
MonekynspHo-reHeTnueckass ocHoBa. B 70%  cimywaeB  cunapom  JlepuBeiina  cBsizan ¢
rarionenoctatounocteto SHOX-reHa, xapTupoBaHHOTO B mceBioayrocoMHoM peruone 1 (PARI)
Xp22.33 u Ypll.32, BcraeacTBue reTepo3UroTHo Myrauumu uian Aenenuu myraunu SHOX nubo mo
xony TpaHckpunuuu PARI, rae pacnonoxens! anemenTsl SHOX-enhancer (renycunutens). B 30%
CJIy4aeB MOJICKYJIAPHBIN AE(PEKT HEU3BECTEH.
Kimmanueckas kaptuHa
¢ Manudecramnus: nepro 1 HOBOPOKICHHOCTH, paHHEE JIETCTBO.
¢ JluctpornopIimoHaIbHO HU3KHE pOCT, HAIMYKE ieopMalliy 3amscThs MajenyHra.
¢ OcHOBHbIE (PEHOTUMNYECKHUE TPU3HAKU:

- HUI3KUM POCT C POXKJIEHUS C ME30MEIUYECKUM YKOPOUYEHHEM KOHEUHOCTEH (YKOPOUECHHE CPEIHHX
CErMEHTOB MPEIIICYbs U TOJICHEH);

- nehopmanus MajnenyHra, IMarHOCTUPyeMasi B IMyOepTaTHOM TepHojie, OunaTepaabHas:

° YKOPOUEHHE W HCKPHUBIIEHHWE JTY4eBOW M JIOKTEBOM KOCTH, MPHUBOMSIINE K JTOP3IHHOMY
CMEIIEHUIO JIMCTAJBbHOTO OTpEe3Ka JIOKTEBOW KOCTH W OTPAaHUYCHHOW TMOJABWKHOCTH 3aIlsiCThi H
JIOKTEBOT'O CYCTaBa;

@ BBIPAKEHHOCTH JIehopManiu MOKET BapbUPOBATH (OOJIBIIE Y KEHIITHH).
¢ BOJBIIMHCTBO TAIMEHTOB HWMEIOT aTJIETHYECKOE TEJIOCIOKEHHEe, OOYCIIOBICHHOE MBIIIEYHOU
runeprpoduen.
¢ VlHTENNeKT COXpaHeH.

Jnarnoctuka

¢ [IpenaranbHas quarnoctuka: ¥Y3U Ha 20-1 Henemne recTalum.

¢ ['eHeTHUeCKasi MMarHOCTUKA: BbisBiIeHHEe MyTariuun SHOX-rena.

Jleuenune

¢ CuMrniroMaTuyeckoe.

¢ Jleuenue npenapatamu ['P (m03a - 0,04 Mr/kr/cyT) mokaszaHo JjIsl yaydlieHdus (pUHAIBHOTO pocTa (B
COUYETaHUH C arOHUCTaMH JIFOTEMHU3UPYIOLIEr0 TOPMOHA pUIU3UHT-TopMoHa - JII'PT).

OcnoxxHeHust

¢ be3 ieueHus - HerT.

¢ Ha done seyenust - HU3KOpPOCIOCTb.

Cungpom XKeéne (Jeune)

Bxuirouaer achuxcuueckyro  AuCTpoui0O TpyaHOM  KIETKH, OOIIyl0 KOCTHYIO JAUCTpoduro,
MOJIMXOHIPOIUCTPOPHIO ¢ MeTapu3apHBIMU HApyHICHUSMHU TPYOUaThIX KOCTEH U MOBPEKICHUSIMHU
KOCTEH Tasa.

Yacrora

1:100 000-300 000 HOBOPO>KICHHBIX.

Tun HacnenoBanus

AyTOCOMHO-PEECCUBHBIN.

DTHUOJIOTHS U NTaTOTEHE3

I'en He usBecTeH.

Knunnyeckas kapTuHa

¢ Manudecrarus ¢ poxxaeHUs, TEYSHHE MPOTPECCUBHOE.

¢ V3Kas U KOpOTKas TPpyAHAas KJIeTKa, TOPU3OHTATIBHOE MOJI0KEHHE pedep C pa3BEPHYTHIMU MEPEAHUMHU
KOHIIaMH.
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¢ KocTHBIE aHOMAJIMHU TPYIHON KJIETKH OOYCIOBIIMBAIOT HAPYIICHUS IBIXaTEIbHBIX TBUKCHHM, YTO B
KOHEYHOM UTOTe MPUBOJAUT K CMEPTEILHOMY UCXOY.

XapakTepHass CoIyTcTBYIomas maronorus. ['uneprpodus cepama (B OCHOBHOM 3a CYET JIEBOTO
KEITYJ0UKa).

¢ YacTpie OpOHXOITHEBMOHHH.

Jnarnocruka

¢ PeHTreHoJornyeckue Mpu3HaKu: y3Kas HETOJBIDKHAS TPyAHAs KJIETKa ¢ KOPOTKUMHU, TOPU30HTAIBHO
PacroyIOKeHHBIMU peOpamMu, MaJIONOABUKHBIMHU BO BPEMS IbIXaTEIbHBIX ABUKEHUH.

4 BricokopacmoioxeHHble KiItounllbl (Ha ypoBHE V-V 1meiiHOro no3BoHKa).

¢ YKOpOUYEHHE U YTOJIIEHUE IJICYEBBIX, JTYUEBBIX U JJOKTEBBIX KOCTEH.

¢ smenenne Gopmbl Taza, BEpTIy)KHas BIaJIMHA 3yOuaTas, TOPU30HTAIBHO PACMOJIOKEHA, C OCTPhIM
KpPECTIIOBO-TIOIB3/IOIIIHBIM yTJIOM.

¢ VIHTEIIEKT COXpaHEH.

JuddepennnanbHas TMarHOCTUKA

¢ Cungpom Dmmc-Ban-Kpesenbaa.

Jleuenune

CuMmnTomaTudeckoe.

[Iporuos

Kpaiine BapuabesneH, 3aBUCHT OT CTENIEHU OPAKEHUS TPYAHON KICTKH.

Cunpapowm Ileiirxayspa-Mapu-Centona (Scheuthauer-Marie-Sainton)

CHHOHUMBL:

¢ o6t nu3octo3 ['eHena;

4 KOCTHO-3yOHasi nucruia3us J>KekcoHa;

4 HACJEJICTBEHHBIN KIIIOUMYHO-UYEPEITHOM TU30CTO3;

4 KIIFOYMYHO-YEPEITHO-Ta30BbIN JU30CTO3 SIHCEHA;

¢ KJIIOUNYHO-YepPEerHO-Ta30BbIi 1u30cT03 Kpy3oHna;

4 KJICHIOKpaHUAJIbHBINA TU30CTO3;

4 KOCTHO-3yOHast qUCTpOdus.

XapakTepusyercs aedekTamu pa3BUTHs KOCTEH dyeperna, a TAakKe MOJHBIM WM YaCTHYHBIM OTCYTCTBUEM
KITFOYUII.

Yacrora

1:1 000 000.

Tun nacnenoBanus

AyTOCOMHO-JIOMUHAHTHBIN, OMKUCAHBI CIIOPATNYECKUE CITYYau.

DTUOJIOTHS U TIATOTeHE3

Myrauuu rena RUNX2, kapTHpOBaHHOTO Ha KOPOTKOM I1jieue 6-if XpOMOCOMBI.

Knununyeckas kapTuHa

¢ HenopasBuTre WM OTCYTCTBHME OJHOW WM oOewx kirouuil. [Ipu OTCYyTCTBUM WM HEIOPa3BUTHH
KITFOYMIIBI TUIEYEBOM TOSIC PE3KO CYXKEH, HAIUIeUbsl MOKATHI U OMyIIeHbl. 130pITOUHAs MTOABMKHOCTH B
MJICUEBBIX CyCcTaBax (MOXHO Jake COMPUKOCHYTHCS IJIeUaMu CIIEPeIU TPYIHHBI ).

¢ 3a5iepkKa 3aKphITHS (OKOCTEHEHUs]) MPOCTPAHCTBA MEXKAY KOCTSIMHU uepena (pOJHUYKOB), MOTYT
(dbopMHUpOBATHCS JOMOJHUTEIbHBIE KOCTHBIC BKIIOYEHHS. DBONBIION POTHUYOK MOXKET OCTaBaThCS
OTKPBITHIM B T€UECHHUE BCEH JKU3HH.
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¢ Hapymenne gopmupoBaHus KOpHEH 3y0OB, 3a/iepKKa B MPOPE3bIBAHHHA MOJIOYHBIX W TOCTOSHHBIX
3yooB. Jlo 25-30-meTHero Bo3pacTa MOTYT HE MEHSTHCS MOJIOUHBIE 3yObl. YacTo BCTpedaroTcs
CBEPXKOMILJIEKTHBIE 3YOBI.

B GonbImMHCTBE CIy4aeB OTMEYAOT:

- HU3KUM POCT MO CPABHEHUIO C POJICTBEHHUKAMU;

- Opaxwuredanuio;

- TUTIEPTEIIOPU3M;

- BBICOKHI U BBIJAIOLIUINACS BIEpE J100;

- HEJIOpa3BUTHE KOCTEH Ta3a;

- HOPMaJIbHBIM UHTEIUIEKT.

XapakTepHasi COITyTCTBYIOIIAs TATOJIOTHS

¢ PerunuBupyromue HHPEKIIUA BEPXHUX JIbIXaTEeIbHBIX ITyTEH.

¢ PeluimBUpyOIMKe CPeTHUE OTUTHI.

¢ PanHuii ocTeonopos, 3a00JIeBaHMs CyCTaBOB.

¢ Bricokast 9acToTa KecapeBa CEUeHHUS Y JKCHIIHH.

¢ Jlerkas creneHb MOTOPHOM 3a/IEP’KKU y JIETE B BO3pACTE A0 S5 JIET.
Jnarnoctuka

¢ PeHTreHosiornyeckoe ncciieloBaHue yepena, KOCTe rpyIHOM KJIETKH, Ta3a, KOHEYHOCTEH.
¢ MounekynsipHO-TeHEeTHYeCKoe 00cieI0BaHueE.

Jleuenue

¢ CuMnTOMaTHYeCKOE JIeUeHUE.

¢ CtoMaroJiornyeckasi HOMOIIlb:

- yajeHne MOJIOYHBIX 3y0OB;

- yajeHle CBEpXKOMILIEKTHBIX 3y00B;

- OPTOIOHTHYECKOE JICYCHHE.
¢ HenpaBusibHOE pa3BUTHE KIIOYMIBI MOXET BbI3BATh CHABJICHHUE ILICYEBOIO HEPBHOTO CILJICTEHUS,
0OLIYI0 MBIIIEYHYIO c1a00CTh BEPXHUX KOHEYHOCTEH.

- [Ipu pe3ko BbIpaKEHHBIX SBJICHUAX CHOABJICHHS MOKAa3aHO XUPYPrUYECKOE BMENIATENbCTBO: NPU
4acTUYHOM Je(eKTe KIIOYHUIbl - KOCTHO-IUTACTUYECKas omepauus (3aMelleHHe KOCTHOro nedekTa
ayTOWIN aJUIOTPAHCIUIAHTATOM).

- [Ipu moTHOM OTCYTCTBUHU KITFOUUI] XUPYPTUYECKOE JIEUCHHUE HEIeIeco00pa3Ho.
¢ KoHcepBaTuBHOE JieueHUe: JiedeOHasi TUMHACTHUKA, MPOQIIaKTUKa HHPEKIUH OKOJIOHOCOBBIX Ma3yX U
CpEIHEero yxa.
¢ [Ipu cHIKEHHOUM MUHEPAJIbHOM KOCTHOM MJIOTHOCTH - JICYEHHE MpenapataMu Kaiblus U ButamuHa D.
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Puc. 9.1. TTanmenT 3 jet ¢ axouaporuiazuei: poct - 68 cm, SDS pocra--6,84.
HenponopunonansHo OoJibliiasi royioBa, 3anaBiiiasi IepeHocuIIa, mpeolaalaHue MO3TOBOro depena Haj
JINIIEBBIM, YKOPOUYEHUE KOHEUHOCTEM, BRIPAKEHHBIN MOSICHUYHBIN JTOPA03

Puc. 9.2. TTanmenT 19 Jstet ¢ axoHaporuiasueii: poct - 104 cm, SDS pocra--10,63

Puc. 9.3. ITanuent 9,5 net ¢ runoxonapomnnasueit: poct - 111 cm, SDS pocta--3,82.
HeGonbioe ykopodeHHe MPOKCHUMAJIbHBIX OTJIENIOB PYK M HOT, YKOPOUEHHE MaJblIeB PYyK, LIMPOKHE
KHUCTH U CTOIIBI
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Puc. 9.4. [Tarment 3,5 et ¢ BpokaeHHOH (HOPMOI CIOHAMIOANMHPH3APHON JUCIIIa3HH: pocT - 71,4 cm,

SDS pocra--6,54. BoukooOpa3Has rpyaHas KIeTKa, BRIPAKECHHBIN MOSICHUYHBIA JIOP/I03, OTHOCHTEIHHO

JUIMHHBIE PYKU

a 6

Puc. 9.5. ITanmentsl ¢ cunapomoM Jlepu-Beinid: ykopoueHue CpelnHHUX CETMEHTOB MNpEAIuiedbs U
rojeHei (a-0)
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Puc. 9.6. [Tauuent 4 net ¢ cungpomoM XKeéune: pocr - 72,5 cm, SDS pocra--6,8. YkopoueHue pyk 1 HOT
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Puc. 9.7. Cunapom XKéne: y3kast KOpoTKas IpyJHasi KJIeTKa, TOPU30HTAIBHO pacloioKeHHbIE pedpa ¢

BBICTYIIAIOIIUMHU KOHaMU
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a 6 B
Puc. 9.8. ITanment 18 net ¢ cunapomom Illefitxayspa-Mapu-Cenrona: poct - 134 cm, SDS pocra--6,12

(a-B)

3aboneBaHus, COMPOBOXKIAIONIMECS THUIEpKajdbllueMueld Ha (OHE TOBBIIMICHHOW CEKpeluu

napaTropMoHa.
Yacrorta

Penxo y nerei.

DTHONOTHUSA

AJleHOMa TapaniuTOBUIHON JKEJIE€3bI

B OGonpmuHcTBE CciiydaeB BBIABIAIOT y neredd crapmie 10 jer. C BBICOKOH BEPOSTHOCTBIO SIBIISICTCS
MposIBIIEHUEM HaclieZIcTBeHHbIX cuHapoMoB (MOH I u Il Tuna, runonaparupeos3 ¢ OMyxoJbi0 HUKHEH
YEIFOCTH ).

CemMeiiHasi THIIOKANBIMYpUUYECKas TUIIEPKATbLIEMUs (HEOHATAIBHBIN rUIeprapaTupeos)

Ortuonorus. HaKTUBUpPYIOLIUME MyTalluu B I'eHe KalblUui-uyyBcTBUTEIbHOTO penentopa CASR, 3013.3-
g.21 (OMIM#145980).

HacnepoBanue. [1o ayTocCOMHO-TOMUHAHTHOMY THUITY.

JuddepeHunanbHO-TMarHOCTUUECKUNA  MPU3HAK: HU3KUKM YPOBEHb KalblMsl B MO4Ye, KOTOPBIH
OIpeNeNIoT 1o opmyIe:

KaJbLMH B Moue (YTpeHHss nopuus)/ (KpeaTHHUH B MOUe X KpeaTHHHH B 1azMe (MoJib/i) < 0,01).

- Tsoxenast opma (mnu HeoHaTadbHBIA rumnepmnaparupeo3). [Ipy roMO3UroTHON MyTalMu B TEHE
3a00JieBaHKE MPOTEKAET B TSKENOH (hopMe U MPOSBISAETCA, KaK MPaBUIIO, B TIEPHUO HOBOPOKICHHOCTH.
YpoBeHb Kalblids 3HAYUTENIBHO BBIIIE, YeM MpHU JIETKOW (popme ceMeWHON THUMOKaIbIIMypUudecKOi
TUMEPKANBIIMEMUH. YPOBEHb MapaTrTOPMOHA MOXKET OBITh 3HAYUTEIHHO TIOBBIIICH. BBISABISAIOT
TUMEPIIa3nIo MapalUTOBUIHBIX jKele3 (C MOMOIIBI0 CIIUHTUTpAdUN).

- Jlerkas Qopma (unmm cemeiiHas THNOKaNbIMypHUecKas THIepKaibiiuemusi). [lpu reTepo3uroTHoi
MyTaluu 3a00JIeBaHUE MPOTEKAET B MITKOHM, yacTo OeccuMnTOMHOM hopme. ['unepkanbiueMus MOKET
OBITh BBISIBIIEHA CIYYallHO WIIU TIPH IEJICHANPABICHHOM 00CIeI0BaHUU ceMel, B KOTOPBIX y OJIHOTO U3
POJICTBEHHHUKOB YCTaHOBJIGHO 9TO 3a0oJieBaHHE. YPOBEHb MapaTrOpMOHA B Cllydyae TeTEepPO3UTOTHON
MYTallMiy BO MHOTHX CJ1y4asiX MOBBIILIEH HE3HAYUTEIBHO WIIM HAXOAUTCS B IIpesenax HopMbl. OCHOBHBIM
KITMHUYECKUM TPOSIBIICHUEM MOKET ObITh MOYeKaMeHHas 00JIe3Hb.
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Buumanue! J{ns 03ByunBaHus U HUTUPOBAHUS KHUTY NEPERIUTE B PEKUM ITOCTPAHUYHOTO IIPOCMOTpA.

Knununueckas kapTruHa

Knuanueckue mposiBiaeHus: 00yCIOBIIEHBI TUTIEPKAJIbIIMEMHUEH [Ipu rUnepKaibuueMun MeHee 14 mr/mn
(3,0 MMOITB/1T) 5KaTT00BI OOBIYHO OTCYTCTBYIOT].

¢ TomHoOTa, pBOTA.

¢ 3anopsl, IUIOX0W anmeTHT, OOJIM B )KUBOTE, TOTEPS Beca.

¢ XKaxna, nonmypus.

¢ CimabocTh, BSAJIOCTh, 3aTOPMOKEHHOCTD, allaTHSI.

4 boJyu B MBIIIIIAX U CyCTaBax.

¢ 3agepxka GU3HYECKOTO PAa3BUTHSL.

¢ MouekameHHasi 00JIe3Hb.

¢ HedpokanpumHo3.

¢ OcTeonopo3, XOHAPOKAIBIIMHO3, ehopMaliis CKeeTa.

Jnarnoctuka

¢ BrIcOkuii ypoBEHBb KaJIBIHS B CBIBOPOTKE KPOBHU (00IIEr0 U HOHU3UPOBAHHOTO).
¢ Huskwuit yposenb pochopa B CHIBOPOTKE KPOBH.

4 [loBbIIIICHHBIN YPOBEHBb MApPATTOPMOHA.

¢ V31 u cuuaTUrpadus ISl AMATHOCTUKU aJICHOMBI ITApaITUTOBUIHOM KEJIE3bI.
Jleuenune

¢ [Ipu aneHome mapamiMTOBUIHBIX JKEJI€3 MPOBOIAT XUPYPTUUECKOE JICUECHHUE:

- MpU HACNEACTBEHHBIX cuHApoMmax (MDOH, rumepmapatupeo3 ¢ OMyXOJibl0 YETIOCTH) - TOTaJbHas
MapaTUPEOUIPKOMHUS C ayTOTPaHCIUIAHTalMeN OTHOM MapaliuTOBUIHON KeJe3bl MO KOXKY KUBOTA WU
Mpearieybs;

- IIPH TSDKEJIOM HEOHATaJIbHOM THIIEpIapaTUPe03e - TOTANIbHAS apaTUPEOUIIKTOMHUSL.
¢ [Ipu nerkoit popme ceMEHONM TUMOKAIBIIMYPHUYECKON TUIIEPKATBIIUEMHUH ITPOBOJIAT KOHCEPBATUBHOE
nedyeHue (MpU  KIMHUYECKH 3HAYUMOW TUIEpKaNbLIMEMHH). bBOJBIIMHCTBO MHalMEHTOB (MIpU
0ECCHMIITOMHOM TEUCHHUH) HE HY)KJAIOTCSI B JICUCHUH.

\
—t b
Puc. 22.1. TlammeHt 3 neT ¢ TOKEIBIM HEOHATAIBLHBIM THIIEPIAPATHPEO30M, Ae(HEKTOM KasbIlUii-
YYBCTBUTEIBHOTO perientopa 6e3 eueHus (YPOBEeHb 00IIEero KalbIHs - 3,5 MMOJIB/JT)
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Puc. 22.2. Jlebopmanust KOHEUHOCTEH y MAaMEHTKH 13 JIeT ¢ THmepnapaTupeo3oM H aIeHOKaPIIMHOMOM
MapaIUTOBUIHOM KEJE3bI

23. MHOXECTBEHHAA SJHAOKPUHHAA HEOIIVIA3UA

Puc. 23.3. HeBpunoma si3pika y marueHTkn 13 ner ¢
cuaapomoM MOH IIB tunPuc. 23.4. [lopaxenue neueHu
(@) wm xocre#r (06) y mammeHtkm 15 Jer ¢
COMAaTOCTAaTUHOMOM MOJKETYTIOYHON JKeJIe3bl u
kapuuHouHEIM cuHApoMoM (KT). IlepBuunsiii oyar npu

KHN3HH HaﬁHeH HC 6BIJ'I, AWAarHo3 YCTAaHOBJICH Ha OCHOBAHHUU HWMMYHOTHCTOXHMHYECKOTO

HUCCICIOBaHUA OuonTaTa IeuYeHu
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24.TUIIOITIAPATHUPEO3

l'unomaparupeos - Hapymenue (pochopHo-KanbLueBoro ooMeHa, 00yCIOBICHHOE NePEKTOM CHHTE3a,

CEKPEIMH WU MePUPEPUIECKO
YacroTa

ro JCMCTBHS apaTrOpMOHa.

Penxue (opdannbie) 3a001eBaHus y I€TEH; TOUHAS YaCTOTa HE U3BECTHA.

Otuonorus
[IpencraBnena B Tabxn. 24.1.

Tabauna 24.1. DTHOJIOTHS TUIIOTIAPATHPEO3a

Hozonorus

Kimmuaunueckue ocodbeHHOCTH

I'en, nedexr

HaCJICa0BaHUA

HacnencrBenHnbie BapuaHThI

C HM3KHM YpPOBHEM TMapaTropMoOHa

AyTOMMMYHHBIN
MOJIUTJIAHTYJISIPHBIN CUHIPOM
tuna (AIIC 1-20 muna)

XPpOHUYECKHI
KO>XKHOCIN3UCTBIN
KaHIAI03,
HaAIIOYeYHUKOBas
1-to
HEJOCTaTOYHOCTb,
aJoNenHus U Ipyrue
ayTOMMMYHHBIE

HapyleHUs

AIRE

AP

Cunapom
Hu Txopmxu
(BenmokapauodacuraTbHBINA

cuaapom, CATCH22cunapom)

Armuiazus Tumyca u
NapalMTOBUIHBIX JKeJe3,
MOPOKU Cepiia, MOPOKU
JIMIIEBOTO CKeJeTa

Henemus 22q11
,Jqenerust 10p3

B ocHoBHOM
CIIOPaIMIECKHE
Ciy4au, pelKo

ATl

CemeitHblil
M30JIMPOBAHHBIN Her npyrux nposiBneHui PTH, GCM2 AJl, AP
TUIIOTIAPATUPEO3
Heiipocencopnas
bapakara (HRDcunnpom) TYTOyXOCTh, aHOMAJTHH GATA3 ALl
MOYEK
3anepKKa yMCTBEHHOIO
pa3BUTHS, HU3KOPOCIIOCTb,
Cunnpom Kennu- Kaddu nnun MuKponehans, TBCE AP
Caupsan- Cakatu
BPOK/ICHHbIE aHOMAJINHU
ria3
MurtoxoHapuanbHast JlakToanumos, JedexTs
sHuedanonatust (MELAS UHCYJIBTOTIO00HBIE MUTOXOHIPUAIIBHOU
CHUH/IPOM) COCTOSIHUS JHK
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Oxonuanue maon. 24.1

Tun
Ho3zonorus Knuanueckre ocobeHHOCTH I'en, nedexr
HaCJIEJOBaHUS
HacnencrBenHbIe BapuaHThI
Hedpoxanbunnos ¢
TUTIEpKaTbLINYPUEN U .
PEATBIYP Claudi 16, 19,
I'mnomaranemus TUNIEpMarHuypuen, aTojIorus TRPM6 AP, AIl
ria3 (kojao0oma, MUOTIHS,
HUCTarM)
HacnenoBanue
Hapyxnas opranemoruierusi, | ledexkrsr Muto-
. . o
Cungpom Kepuca- Celipa KapJAMOMUOIIATHS, MTO3, XOHIPHUATBHON .
MaTEepPUHCKOU
Ca JIHK
JTUHUT
C HOpMaTBbHBIM WJIM HU3KAM YPOBHEM MapaTropMOHa
AyTOCOMHO-
JOMHHAHTHAas [M'unepkanbimypus CaSR AJl
TUNOKAJIbLIUEMUS
C BBICOKMM YpOBHEM MapaTropMoHa
Oxupenue, JIyHooOpa3Hoe JIHIIO,
HU3KOPOCIIOCTh, 3aJIepiKKa
[IceBno runomnaparupeos’ YMCTBEHHOT'O Pa3BUTHS,
tuna la (ocreomuctpodust | Opaxunakruiaus (ykopouenue [V GNAS ALl
Onbpaiita) 1 V MeTakapraabHbIX U
MeTaTap3ajbHBIX KOCTEH),
MOJIKOXHbBIE KaJIbIIU(UKATHI
Hedextsl
[IceBnorunomnapatupeos
METHJIMPO BaHUS ALl
tuna lb
rera GNAS
TNFSF11, CA2,
OcreoneTrpo3 (MpaMopHas CLCN?7, AP
00JIE3Hb) OSTM1, ’
CLCN u gp.
[IpunoOpeTeHHbIE BapUaHTHI
[TocneonepannoHHbII [TocnencTBust THPEOUIIKTOMUH,
TUMONapaTHpeo3 napaTuPeOUuIPKTOMUU

IIpumeuanue. A/l - ayrToCOMHO-IOMUHAHTHBIN THUII HacienoBaHus; AP - ayroCOMHOpPELIECCUBHBIN THUIT
HacnenoBanus; JJHK - nesokcuprOoHykIIenHOBAsI KUCIOTA.

Knunnyeckas kapTruHa

CHUMITOMBI TUIoKaJIbIIMEMHUH B OCHOBHOM O6y0J’IOBJ’IeHLI HapymcHHuEM HCpBHO-MBIIlIC‘-IHOfI nepeaadu.
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¢ Cynoporu (B TOM 4Mciie T€éHEPATN30BaHHbIE TOHUKO-KIOHUYECKHUE).

¢ Cna3Mbl OTACIBHBIX MBIIII JUIA (CHMITOM XBOCTEKA), KHCTEH, KapHoImeJalbHbIi pediekc - «pyka
aKylepa» B BUJIE CBEICHHUS NAJIbLIEB C YIbHAPHOU A€BHALIMEN KUCTH.

¢ Mpimeunas ¢i1abocTs.

¢ bomm ¥ mapecte3sud B MBIIILAX TOJIEHM, CTOI, MpEAIiedbsl KUCTEH, Juua (Hampumep, THUIMYHO
OHEMEHHUE BOKPYT PTa).

¢ JlapuHrocnasm.

¢ Hapymenwus cepednoro purma (CHHIPOM yuIMHEHHOTO uHTepBasia QT u ap.).

¢ Y HOBOPOXXJIEHHBIX T'MIIOKAJbLUEMHUS MOXET HpPOSBIATHCA TOJBKO IIJIOXMM HabOpoM Beca u
OOWJIBHBIM CPBITMBAHUEM, OJHAKO MOTYT OBITh T€HEpPaJM30BAHHBIE CYJOPOTH, arHO? M OCTpas
CepJCUHO-COCYIUCTAasi HEIOCTATOYHOCTb.

¢ Cumnitom Tpycco: chaBieHHe MaHKETOM TOHOMETpa B obnacTu mieda (Ha 5-15 MM pT.CT. BbIIIe
CHUCTOJIMYECKOr0) B TeueHHue 2-3 MHUH HPOBOLMPYET CYJOPOKHOE COKpAIEHWE MBIII KHUCTH,
MPUBOIALINX €€ B MOJOXKEHUE «PYKU aKylLIepay.

¢ KanpiinHatel B 007aCTH 6a3aIbHBIX TaHTIIMEB - cHHApOM Dapa (BeisBisitoT ipu KT ronoBHOro Mo3ra).
¢ Karapaxra.

¢ ['unomnazus 3yOHOM smanu (y eTel MIIaAImero Bo3pacTa).

Jnarnoctuka

OO6mwme mabopatopHbIe MPU3HAKU BCEX (POpM TUTIONmapaTupeosa:

¢ HU3KUH YPOBEHb OOIIEro 1 HOHU3UPOBAHHOTO KabIIHsI B CHIBOPOTKE KPOBHU;

4 BBICOKHH ypoBeHb (pochopa B CHIBOPOTKE KPOBH.

OcrTanbHble MoKa3atenu (ypoBEeHb NapaTrOpMOHA, KaNbIMI-KPEaTHHUHOBBIA HHIECKC) MOTYT OTJIMYAThCS
B 3aBUCHUMOCTH OT (DOPMBI TUTIONIapaTHPEO03a.

Jleuenune

OCHOBHOM METOJ JeueHHUsl MpHU TUINOoMapaTHUpeo3e JI0O0N ATHOJOTHHM - MOCTOSHHAs 3aMECTHTENbHas
Tepanus npenaparaMu THIPOKCUIUPOBAHHOTO BUTaMuHa D (anbdakanbiumo, KaabUTprol).

Puc. 24.1. Cunnpom ®apa (kanbiuduKaThl B TOJIOBHOM Mo3re) rpu runomnapatupeose (KT)
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Puc. 24.2. CeMeliHblii ciy4ail ICeBIOTHIIONApaTUpe03a THMa la

25. XPOHHUYECKAA HAAITOYEYHUKOBAA HEAOCTATOYHOCTD
Knunnueckuii cHHIPOM, OOYCIOBIEHHBINH ACPUIIMTOM TOPMOHOB KOPBI HAAMOYSYHUKOB (KOPTH30JIA

W/WIIH albJIOCTEPOHA).

Yacrora

Penkue (opannsie) 3a001eBaHys y IeTel; TOYHAS YaCTOTA HEU3BECTHA.

DTHOJNOTHUS IEPBUYHON XPOHHYECKOH HAAMOYCYHHKOBOW HEJOCTATOYHOCTH

¢ HacnencrBennsle ¢opmel: Gosiee 10 HaciaeICTBEHHBIX MOHOTEHHBIX 3a00JIEBaHHM, MPOSIBIISIOIIUXCS
NEPBUYHON HAIOYEUHUKOBOM HEJOCTATOYHOCTHIO (Tabu. 25.1).

¢ HpI/IO6peTeHHa$I (,ZIB}’CTOpOHHSI}I AIPCHAJISKTOMUSA, OIIYXOJH, METACTAaTUUCCKOC TIOPAKCHHUC,

MH(EKIIMOHHBIE 3a00JI€BaHUS).
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Tabmmna  25.1. HacnencTtBeHHble  BapuaHThl  NEPBUYHOM ~ XpPOHUYECKOW  HAANOYEUYHHUKOBOM
HEJ0CTaTOYHOCTH
I'en, myranuu B
KOTOpOM
Ho3zonoruueckas ¢popma JlonoIHUTENbHBIE KITMHUYECKUE TTPU3HAKU
MIPUBOJIAT K
3a00JIEBAHUIO
. XPpOHUYECKUNA  KOXKHO-CIM3UCTBIA  KaHIHJO3.
AyTOMMMYHHBIN
. l'unonaparupeos. Masie KOMITOHEHTBI
TTOJIUTJIAH Ty IS PHBIH .
(amomenusi, ayroumMmyHHbId — rematut, C/I, AIRE
CUHIPOM .
P ayTOUMMYHHBIH ~ TUPEOUAUT, TUIIOTOHAIU3M,
1-ro Tuma
TUTIOTUTAa3Us 3yOOB H JIp.)
AyTOMMMYHHBIN
ITOJIMTJIAH Ty IS PHBIN AytouMMyHHBIH THpeounuT. bonesnp ['peiiBca.
CHUHJIPOM CJI 1-ro Tumna
2-T0 TUTIA
CHuxeHHe  3peHHs, CIyXa, pacCTpPOMCTBO
TTOBEICHUS.
X-crerneHsas N3menenuss Ha MPT rosoBHOro mo3sra (odaru ALD
aipeHOJIEHKOAUCTPO YU JeMHUETMHU3AIINN). Hapymenue MTOXO/IKH,
c1aboCTh B HOTaX.
['mneproHago TpOIHBINA TUIIOTOHAIU3M
CeMeiHBI W30JUPOBAHHBIN MC2R, MRAP,
TTFOKOKOPTUKOUTHBIH HopmanbHas MUHEpAIOKOPTUKOUIHAS () YHKITHS MCM4, NNT,
neduuT STAR, ALADIN

Oxonuanue mabn. 25.1

Hozonoruueckas popma

I[OHOHHI/ITCHBHBIC KIIMHUYCCKUEC IMTPU3HAKH

I'en, myranuu B
KOTOPOM IPUBOJIAT
K 3a00J1€BaHUIO

Bposxxnennas aucyHkius

Hapymienue hopmupoBaHus HAPYKHBIX

STAR, CYP11Al,
3BICJT, CYPL7,

KOPBI HAIMMOYCYHUKOB TE€HUTAINI CYP21, CYP11B1,
POR
Axanasust Kapauu. AjaKpumusi.
Curzpom Ourpoysa Hespomornueckue Ha enus. ['unepkeparos ALADIN
(Tpuruier A) P Pyt ' PXep
IO JOIIIB
[Topoku pa3BuTHs IOYEK, CEPLIa.
-JI - M .
Cungpom Cmura- Jlemnun uKpouedanus DHCR7
Onwuia IITo3.
I'mnocnagus

Bpoxnennas X-
CLEIUICHHAs TUITOIIa3Us
HAJIOYECYHHKA

['MnoroHa o TPOTHEIN TUIOTOHATU3M.
Muoaucrpodus Hromenna. edumur
TpaHcKapOamMuiIasbl

DAX-1, oeneyus X-
XPOMOCOMbBL

IMAGe cunapom

BuytpuyTtpobHas 3anepxka pocta. MeraduzapHas

JUCIIIIa3us. Anomannu Pa3BUTHA MOYEIIOJIOBOM

CDKN1C
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CHUCTCMBI |

Kimmanueckas kaptuHa

¢ ['unepnurMeHTanysl KOXHOTO TOKpPOBAa M CIM3UCTBIX 00O0NOYeK (JlokampHas wian JuddysHas),
OJIeTHOCTh WJIA CEPOBATHIA OTTEHOK KOXKH.

¢ CyIOpOKHBII CUHJIPOM, IPUCTYIIbI TUIIOTIIMKEMHH (IIOTEPSl CO3HAHUSL, JPOXKb, IOTOOT/IEICHHE).

¢ Huskoe AJl, nocrosiHHas c1ab0CTh, MOBBIILIEHHAS! YTOMJIIIEMOCTb.

¢ CHIKeHUe armeTuTa, TAra K COJICHOM MUIIle, MOTeps Beca.

¢ IloBTOpHAs pBOTA, TOIHOTA, JUAPESL.

Jnarnoctuka

¢ Huskuil ypoBeHb KOPTU30J1a B CBIBOPOTKE KPOBH.

¢ Bricokuit ypoBenb AKTI B CBIBOPOTKE KPOBH.

¢ Huskuil ypoBeHb HaTpUs B CBIBOPOTKE KPOBH.

¢ VposeHb koptr3osia MeHee 500 HMOJIB/J MOCIIe CTUMYIISAILMU CHHAKTEHOM®,

¢ Bricokuii ypoBeHb KaiMsl B CHIBOPOTKE KPOBM M BBICOKMH YpPOBEHb pEHHMHA B I1a3Me (Ipu
MHUHEPATOKOPTUKOUTHOM Je(HUIIUTE).

Jleuenune

3amecTuTeNbHAs Tepanus rIIOKOKOPTUKOUIAMH U MUHEPATIOKOPTUKOUIAMHU.

OcnoxHeHust

AJIpeHaJIOBBIA KpH3.

[Tpodunaktuka

CemeiiHOoe KOHCYIBTUPOBAHNE TPU MOHOTEHHBIX 3a00JI€BaHUSX.

a 6 B

Puc. 25.1. [unepnurMeHTaMu y  pas3HbIX [ANUEHTOB C  IEPBUYHOM  HAANOYEYHHKOBOMU
HEJ0CTaTOYHOCTHIO (a-B)
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Puc. 25.2. BHemHwii BWA  MAaMEHTKH C  TMEPBHYHON  XPOHHYECKOW  HAJMOYECHHHKOBOU
HEJIOCTAaTOYHOCThIO 10 Hadana JjedeHus (13 ser, a-0) m Ha (OHE 3aMECTHUTEIHHOW TEparuu
FJ'IIOKOKOpTI/IKOI/II[aMI/I " MI/IHepaJ'IOKOpTI/IKOI/IILaMI/I (15 ner, B)

180—g

Puc. 25.3. ®opMupoBaHne eBHYXOUAHBIX TUCIPONOPLUI Tela, THIIEPIUTMEHTALMS KOKH Y MAJIbUMKa C
nedpekrom renHaDAX-1 (mepBuuHas HaJNOYEUHHKOBAs HEAOCTATOYHOCTh M TUIOTOHAJOTPOIHBIN
TUIIOTOHAIU3M): a - B 12 seT; © - B 15 jeT 10 Havyasa Teparnuu TeCTOCTEPOHOM
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Puc. 25.4. MPT ronoBHoro mo3ra. Ouaru JEMHUENIMHU3ALMKA TOJOBHOIO MO3ra y MalueHTa ¢
nepedpanbHOi hopmoii X-CleTIIEHHOH aJpeHOIeHKOAUCTPOhun

Puc. 25.5. l'unepkepato3 y nmanueHTa ¢
cunapomoM Osrpoysa

26. [IOJIUTJIAHAY JIAPHBIE
CUHAPOMbI

I'pynna 3aboneBaHuii, mpu KOTOPBIX
COYETAETCs] AyTOUMMYHHOE IMOpPaKEHHE
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OJIHOBPEMEHHO HECKOJIBKUX 3HJOKPUHHBIX OPraHOB.
AyTOMMMYHHBIN NOJUTIAHAYJISAPHBIA CUHAPOM 1-ro Tuna
CHHOHUMBIL: KaHIUJ0-TI0JUIHA0KPUHHBIN CHUHJIPOM; APECED -
autoimmune polyendocrinopathy, candidiasis, ectodermaldystrophy.
AyTOUMMYHHBIN TOJIUTJIAHAYISIPHBIA CUHAPOM 1-ro THma - MOHOTE€HHOE ayTOCOMHO-PELECCHUBHOE
3a00JIeBaHNEe, KOTOPOE XapaKTEPH3yeTCs:
4 TpUaJIOH IrIaBHBIX KIMHUYECKUX KOMIIOHEHTOB:

- XpOHUYECKHI KaH/IM/I03 KOKU U CIIM3UCTHIX 000JIOUEK;

- TUIIONIapaTHPEO3;

- XpOHHUYEecKasl IepBUYHAsI HAINOUYEYHUKOBAsI HEJJOCTaTOUHOCTb;
4 MHO’KECTBOM MaJIbIX KOMIIOHEHTOB - OYaroBoil ajonenuei, runomiasueii 3yoos, C/1, ayrouMMyHHBIM
renaTuToM, ManbaOcopOIMel, ayTOMMMYHHBIM THPEOUAWTOM, TEPBUYHBIM TUIIOTOHAIU3MOM,
MEPHUIIMO3HOM aHEeMUEN, BUTHIINTO, KEPATOKOHBIOHKTUBUTOM C CHHAPOMOM CYXOTO IJ1a3a;
¢ OoJiee peiIKMMHM CUMITOMAaMU - ayTOMMMYHHOM KOJIBIIEBUTHOW 3PUTEMOM C CYCTaBHBIM CHUHIPOMOM
JUXOpaIKoN, MeTapu3zapHON AucIIa3ued, ayTOMMMYHHOM peTHHONaTued, HHTEPCTHIIMATIbHBIM
He(pPUTOM, ayTOMMMYHHOM KpaCHOKJIETOYHOH aruia3zue u jp.
AYTOMMMYHHBI  MOJIMTVIAHAYJSIPHBIA  cuHApoM  1-ro  Tuma  oOyclOBIE€H  MyTaluus MU B
rene AIRE (Autoimmune REgulator), komupyroiieM TpPaHCKPHUIITOPHBIA OCJIOK - ayTOMMMYHHBIN
perynarop. 3aboseBaHue B OOJIBIINHCTBE CIIy4aeB MPOSIBISETCS B IETCKOM BO3pacTe, SBISETCS PEIKUM,
yactoTa B cTpaHax EBpombl cocrtaBiser 1:25 000-1:180 000. B Poccum uvacrora 3a0osieBaHus HE
omnpeneneHa, B peructpe Mucturyra nerckoit supokpuHosorun DHIL (Mocksa) Ha ceHtsi0pp 2014 1.
ObU10 98 MAIMEHTOB ¢ AyTOMMMYHHBIM HOJIHUIVIAHAYJIAPHBIM CUHIPOMOM 1-Tro THma.
AYTOMMMYHHBIN TOJUTJIAHAYJISIPHBINA CHHIIPOM 2-TO THIIA
XapakTepuzyeTcss COYETaHHEM ayTOMMMYHHOW HAAMOYEYHUKOBOW HEIOCTATOYHOCTH (0OJIe3HH
Anccona) ¢ ayrouMMyHHbIMH 3a0oseBaHusMu  IIDK - ayroMMMyHHBIM THUPEOMANUTOM WU
muhdy3HBIM TOKCHUecKuM 3000M (cuaapoM [Imunra) w/wmm ¢ CJ] 1-ro Tuna (cunapom Kapnentepa).
3abosieBaHue Yalle NposBISETCS BO B3POCIOM BO3pacTe, CpPeAM KEHIUH BCTpeyaeTcs B 2 pasa yarlie.
Hacnenosanue noiaureHHoe.

26. [IOJIMTJIAHAYJIAPHBIE CHUHAPOMBbI

AyTOMMMYHHBIW MOJIUTJIAHIYASPHBIN CUHAPOM 3-T0 THIA

Coueranue ayroummyHHoro mnopaxkenus DK (ayroummyHHbiii Tupeouautr wuiu auddy3HbIH
TOKCUYECKHH 300) C IIOOBIMH JAPYrUMH ayTOMMMYHHBIMM KOMIIOHEHTaMH (alomenus, BUTHIIUTO,
nepHuiosHas anemus, CJI, menuakus u 1ap.) 3a HCKIFOYCHUEM HAIOYCYHUKOBOM HEAOCTATOYHOCTH U
rumnormnaparupeosa. Hacnenosanue noJmreHHoe.

Jleuenue

CumMnroMaTHIeECKoE.
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a 8] B

Puc. 26.1. MeraduszapHas quciiia3us y NAIMEHTOB C ayTOMMMYHHBIM TOJIMTIIAHYIISIPHBIM CHHIPOMOM

1-ro Tuna (a-B)

Puc. 26.2. Kannuno3 koxu, Horredl (a-0) M OHHUXOMHUKO3 (B-T) Yy MAIlIEHTOB C ayTOMMMYHHBIM

MOJIMINTIaHAYJIAPHBIM CHHAPOMOM 1-To THna
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Puc. 26.3. AyronMMyHHasi KOJIBIIEBUIHAS dpUTEMA Y MAIIMEHTA C ayTOMMMYHHBIM TIOJIUTIIaHAYJISIPHBIM
CHHJIPOMOM 1-TO THMa

B r

Puc. 26.4. l'unomnnasus 3yOHON AMaIH y MAIMEHTOB ¢ ayTOMMMYHHBIM MOJIMTJIAHAYISPHBIM CHHAPOMOM
1-ro Tuna (a-1)
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Puc. 26.5. Cunznpom manpabcopOuuu y ManyeHTa ¢ ayTOMMMYHHBIM HOJMIVIAHAYISAPHBIM CHHIPOMOM

1-ro Tuna (yBenu4yeHue KUBOTA)
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a 6 B

Puc. 26.6. Anonenus oyaropasi y naldeHTOB C ayTOUMMYHHBIM HOJUTTIAHAYJISIPHBIM CUHIPOMOM 1-TO

Tumna (a-B)
1oV

a 6

Puc. 26.7. Butunuro y naiueHToB ¢ ayTOUMMYHHBIM MOJIUTJIAHAYISPHBIM CUHAPOMOM 1-To THna (a-0)
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a 6 B
Puc. 26.8. [unepnurmMenranuss KoKW OpPU MNEPBUYHOM HAIAMOYEYHUKOBOM HEIOCTATOYHOCTH: a
maddysnas; 6 - moxanpHas (COCKOB); B - HAJl METKUMH CyCTaBaMH

Puc. 26.9. AyrouMMyHHBIM NOJUTTIAHAYISIPHBIM CUHAPOM 2-TO THIA: MEpBUYHAsl HAANOYEUYHHUKOBas

HEIO0CTaTOYHOCTh U TP PY3HBINA TOKCHYeckuid 300 y mauueHTku 12 ner (cunapom IlImuara)
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Puc. 26.10. AyTouMMyHHBIN TIOJUTIAHAYISPHBIA CHHIPOM 3-TO TUma: Tu(Qy3HBIA TOKCHYECKUH 300,
SHJIOKPHUHHAS 0(TAIILMOIIATHS U 0YaroBas ayornenus (yHuBepcaibHas (jopMa ¢ OTCYTCTBHEM BOJIOC Ha
rojioBe, OpoBei U pecHUI) y naruenTa 17 met

80
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Puc. 26.11. AyrouMMyHHBII OJUTIIAHAYISIPHBIN CHHAPOM 1-ro THma, CEeMEHHBIN ciydai
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27.COMATOTPOIIMHOMA (CTT-CEKPETHUPYIOIIIASl AJEHOMA
TMII0®H3A)

Yacrorta

HewnssectHa.

OTHOJIOTHS U IATOT€HE3

B 40% CTI-npoayupyronux ageHoM rurnodusa Oplia 00Hapyx)eHa MyTaius ainbha-cyoseauaunb G-
Oenka. B ciydae ceMeilHBIX M30JUPOBAaHHBIX aJleHOM runodusa B 20% ciydaeB BBISBISIOT MyTallUH B
rene AIP.

Kimmanueckas kaptuHa

¢ Bripa)keHHOE YCKOpPEHHE TEMIIOB POCTA.

¢ AKpomeraiouiHbIe U3MEHEHUST BHEIITHOCTH.

¢ bricTpoe yBenuueHue pazmepoB 00yBu (Ha 1,5 pazmepa u 6osee B Tox).

¢ ['uneprupo3 1 MOBBIIICHHAS] CATBHOCTH KOXKH.

¢ [lepBruyHas UM BTOPUYHAs aMEHOpes y IeBOUYEK ITyOepTaTHOTO BO3pacTa.

¢ ['o10BHBIE 00JIH, TUIOXO KYITUPYEMbI€ TPAAUIIMOHHBIMU aHAJTBI € THKAMH.

¢ 3puTenbpHbIe HApYIIEHU (Yallle BCETO BBINAJCHHUE MOJIEH 3pEeHus).

¢ CTT-npoaynupyromue aeHOMbl MOTYT BCTpedaThbcsi B cocTaBe cunapoma MOH | tuma u cungpoma
MakKrrona-Onopaiita-bpaiiiena.

Jnarnoctuka

¢ Onpenenenne 6a3ansHbiX ypoBHEH CTI 1 UP®-1, koTOphIe 3HAYNTENHHO MMOBHIIICHBI.

¢ [IpoBenenue crangaptaoro I'TT na momasnenne CTI (1,75 T rmroko3sl Ha 1 kr Beca, He Ooiee 75 T;
onpenenenue yposue CTI' u rimukemun B 0, 30, 60, 90 u 120 mun; B HOpMe ypoBeHb CTI' gomxen
OTYCTUTBHCS 10 | HI/MJT U HUKE).

¢ MPT ronoBHOro Mo3ra, npu roA03peHNUH Ha MUKPOAICHOMY - C KOHTPACTHBIM YCUJICHUEM.

Jleuenune

¢ Xupypruueckoe yaajieHue (B O0JBIIMHCTBE ClIydaeB TpaHCCHEHOMIATBHOE).

¢ MenukameHnTo3Hass Tepanus (B TEpBYIO O4Yepedb, JJIUTENbHO JCHCTBYIOUIMMH aHAJIOTaMu
COMATOCTAaTHHA) B JOOMEPAIMOHHOM IEPHOJIE C LIEIbI0 YMEHbBILICHUS Pa3MEPOB OMYXOJIH, CHUKCHUS €€
TOPMOHAIILHOM aKTUBHOCTH.

¢ JlyyeBas Tepamusl WM PAAUOXUPYPTHsl MPH HEBO3MOKHOCTH/HEI(PPEKTUBHOCTU OINEPATHBHOIO
JICUYCHUSI.

OcnoxxHeHust

SBnenus runonuTyutapusmMa npu xupyprudeckoMm yaaneHuun (CTI'HemocTaTOUHOCTh, HeEcaxapHBII
nrabeT, BTOPUYHBIN TUIIOTUPEO03, BTOPUUHBIN TUIIOKOPTUILIM3M, BTOPUYHBINA THIIOTOHAIU3M).
[Tpo¢unakruka

He paspaborana.
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28. MIPOJIAKTUHOMA (ITPOJIAKTUH-CEKPETHUPYIOIIIASl AJTEHOMA
TMII0®H3A)

Yacrorta
HewnssectHa.
OTHOJIOTHS U TATOI'CHE3
[IponakTHOMBI dYaiie, YeM Ipyrue aJeHOMBI TUMO(H3a, MOTYT SBIATHCS COCTaBISIONICH YacThIO
cugapoma MOH [ Ttumna; B 3TuX ciiydasix oHM 0OoJjiee arpeCcCHUBHBI 110 CPABHEHMIO CO CIIOPATUUYECKUMHU
npojakTuHoMaMH. [laToreHes HeM3BeCTEH.
Kimmanueckas kaptuHa
¢ CuMIITOMBI, CBSI3aHHBIE C TUIIEPIPOTAKTUHEMHUEH (ITPU MUKPO- U MaKpOaJeHOMaXx):
° y JICBOYEK - MIEPBUYHASI WJIM BTOPUYHASI aMEHOPEs, TallaKTopest;
° pellKo - 3aJiep’KKa pocTa, U30BITOYHBIA BEC; ° y MAJIbYMKOB - 3aJIep’KKa IOJOBOTO PAa3BUTHS,

M30BITOYHBIN BEC.
¢ Hesposornueckue nposiBiieHus (IIpy MakpoaJeHoOMax):

- TOJIOBHBIE 0OJIM, CYXXEHHE MOJIeH 3peHusi, BO3MOKHbBI 3aCTOMHBIE SBJIECHUS IUCKOB 3PUTENIbHBIX
HEPBOB;

- Y MaJpb4YMKOB Yallle TUArHOCTUPYIOT MaKpOIPOJIAKTHHOMBI, KOTJa TIOSIBJISIFOTCS HEBPOJOTUUECKHE
CUMIITOMBI.
¢ [IponakTHHOMBI MOTYT BCTpeUaThcs B cocTtaBe cuHapoma MOH | tuma.
Jnarnoctuka
¢ Onpenenenne 0a3aJbHOTO YPOBHS MPOJIAKTHHA B KPOBH (CTpecc Mpu 3a00pe KPOBH MOXKET BBI3BATh
YMEPEHHYIO TUIIEPIPOIAKTUHEMHUIO, TIO3TOMY PEKOMEHJIOBAHO 2-3-KpaTHOE OMpeesieHue, *KenaTeabHo
yepe3 30 MUH MOCIie YCTAaHOBKH KaTeTepa B BEHY).
¢ MPT ronoBHoro mo3ra (pu noJI03peHUH Ha MUKPOAJCHOMY - C KOHTPACTHBIM YCUIICHUEM).
Jleuenue
¢ Meron BbIOOpaA - MEAMKAMEHTO3HAs TEPAIUs arOHUCTaMH JIOTIaMHHA.
¢ [Ipy pe3UCTEeHTHOCTH WJIM HENEPEHOCHUMOCTH INpernaparoB, MPU MaKpOIPOJAKTUHOMAX OO0JbIINX
pa3MepoB, COMPOBOKIAIOIINXCS BBIPAXKEHHBIMA HEBPOJIOTUYECKUMH M 3PUTEIbHBIMU HAPYIICHUSIMHU, -
XU pYpPruyecKoe yjajeHue.
¢ B nocneonepaiinoHHOM NEPHOJIE PU COXPAHSIOLIEHCS TUIIEPIPOJAKTUHEMUH - TEpPAUsl arOHUCTaMHU
JOTIaMUHa.
OcnoxxHeHust
SIBnenust runonuTyutapuzMa mpu xupyprudeckom ynaneHuu (CTIHemocTaTo4HOCTh, HecaxapHBIN
nrabeT, BTOPUYHBIN TUIIOTUPEO03, BTOPHUUHBIN TUIIOKOPTUIIM3M, BTOPUYHBINA THIIOTOHAIU3M).
[Tpo¢unakruka
He pa3paborana.
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29. KPAHUOPAPUHI'MOMA

Yacrora

Oxoino 9% Bcex onyxouselt THC u okxoisio 55% onyxoseil Xxua3MaabHO-CEJUISIPHOM 001acTH.

DTHUOJIOTHS U TTATOTEHE3

Onyxoib pa3BUBaeTCA U3 OCTATKOB KIJIETOK 3MUTENUs kKapmaHa Patke. KpanuogapruHruoMbl CKIIOHHBI K
00pa30BaHUI0 KHUCT U KaiblupukaTtoB. Omyxoib J0OpOKAaYeCTBEHHA, HO MOXET WH(DHILTPUPOBATH
OKPY’KaIOIllM€ TKaHU.

Kimmanueckas kaptuHa

¢ OO011eMO3roBele CUMITOMBI (TOJIOBHBIE O0JIH, PBOTA, HAPYLIEHUE CO3HAHNUSA).

¢ 3puTenbHBIC HapyIIeHUs (CHUKEHHE OCTPOTHI 3PEHHs, MPU3HAKK aTpo(duu 3pUTEIHHBIX HEPBOB,
CYXEHHE MOoJIeH 3peHus).

¢ DHJIOKpUHHBIE HapylleHUus (3aJepXKKa pOCTa; MPOSBICHHS HecaxapHOoro auadera - TMOJIUYpUs,
MOJIMIATICHSI;  OXKUPEHWE; BTOPUYHBIM THUIOTHPEO3; BTOPUYHBIA THIOKOPTHUIIM3M; BTOPUYHBINA
TUTIOTOHAIN3M).

Jnarnoctuka

¢ MPT/KT rosoBHOTO MO3ra.

¢ OcMOTp I1a3HOTO THA U ONPEICTICHUE TI0JIEH 3pEHUS.

¢ [opMoHanpHOE wucciefoBaHue (MPU HEOOXOJUMOCTH - KOPPEKLHs BTOPUYHOIO THUIIOTHPEO3a U
BTOPUYHOTO TUIIOKOPTHUIM3MA, SIBJICHUI HecaxapHOro auadera).

Jleuenune

¢ TpanckpaHuaabHOE/TpaHCHA3AIBHOE YAAJICHUE OMYXOJIH.

¢ [Ipy HaTM4YMK KUCTO3HOW (POPMBI OTIYXOJIM ¢ MUHHUMAJIBHOM COJIMTHOM YacThiO0 BO3MOYKHA yCTaHOBKA
cuctembl THIa OMMaiis ¢ OcaeAyIolIel acnupalnued KUCTO3HOTO COJIEP>KUMOTO.

¢ [locie omepaTWBHOTrO JICUEHUS - CTEpEOTAKCHUECKas JiydeBas Tepamusi WU paauoxupyprus (Io
TTOKa3aHUsM ).
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Puc. 29.1. Buemnuii Bug nanueHtku 13
JeT C JUarHO30M: KpaHHO(hapuHTHoMa,
COCTOSIHME TIOCIIE yIalleHHUs] U Jy4eBOM
Tepanuy; runonutyutapusm, CTT-
HEJI0CTaTOYHOCTb, BTOPHUYHBII
TUTIOTUPEO3, HecaxapHbld auader (a).
MPT »toii ke narueHTKH (0)

30. PAXUTOIIOJOBHBIE
3ABOJIEBAHHA

Paxut - cuHIpOM, XapaKTepU3yrOIIMCs
neopmanusMu  CKeleTa  BCIEICTBUE
HapyLICHUs MUHEPAIU3ALUKN XPAIIEBOU
TKaHU POCTOBBIX IUIACTHHOK TPYyOUaThIX
KOCTEH.
Hekotopbie QopMbel paxura HMEOT
HACJIEACTBEHHYIO IPUPOJY, K HUM
OTHOCHT CIIEAYIONIHE.
¢ Buramun-D-3aBucumelit paxurt.

- Butamun-D-3aBucumeiii - paxut I
tuna (aeguuut la-ruapoxcumnassl).
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- Buramun-D-3aBucumslii paxut Il Tuna (Myrauus resa-perentopa Butamusa D).
¢ Buramun-D-pe3uctentHsiii runodochareMuyeckuii paxur.
¢ ['unodocdaraszus.
Burtamun-D-3aBucuMelil paxut u BUTaMuH-D-pe3uctenTHBIN runodocdareMuuecKuil paxut
Yacrtota BcTpeuaeMocTH BHUTaMHUH-D-3aBucuMoro u BUTaMUH-D-pe3uCTEHTHOro paxura TOYHO
Hen3BecTHA. PacmpocTpaneHHOCTh X-CIEIIEHHOTO runodocdareMudeckoro paxura cocrasiser 1:20
000.
B T1adn. 30.1 npencraBieHbl  OCHOBHblE — Iu((epeHLUATbHO-IUAarHOCTUYECKUE  MPU3HAKU
HaCJEeACTBEHHBIX (DOPM paxuTa.
Tabmuma 30.1. AuddepennmanbHo-1uarnocTiueckie Npu3Haky HaclleJCTBEHHBIX (JOPM paxuTa

Buramun-D-3aBucuMslif paxut

BUTAMUH- . ButamuH-Dpe3ucTeHTHbIN
[pusnaku . BUTaMUH-D3aBUCUMBII o
D3aBucumslii paxut runodocpaTeMUUecKuii paxuT

paxur Il Trma
I Tuma

X-CHemJIeHHbIN
JOMHHAHTHEIN.
X-CIemJIeHHbIN
Tun . . PELIECCUBHBIMN.
AyTOCOMHOPELIECCUBHBIN | AyTOCOMHOPEECCUBHBIN
HacJIeIOBaHUS] AyTOCOMHO-
JNOMHUHAHTHEIN.
AyTOCOMHO-

pELECCUBHBIN

aruu reaos PHEX, DMP1, ENPP1,

Otuonorus [Myrtanus reHa CYP27B1 | Myranus rena VDR EGF23, SLC34A3, CLCNSH p.

Ilpooonscenue maon. 30.1

[Ipusznaku Butamun-D-3aBuUCUMBIN paxut
BUTaMUH- . Buramun-Dpe3ucteHTHbII
. | ButamuH-D3aBucumMbIit .
D3aBucumbiit runodocdareMuueckuii paxuT
paxur Il Tuna
paxut I Tuna
Hedunur 1a-
PesuctenTHOCTD
TUAPOKCHUIIA3HI. -
OpraHOBMHUIIIEHEHN
Hapymenue .| Hapymenue peabcopOiuu docdaros B
[TaTorenes (Tmoyek, K0kH, KOCTHOH|
CUHTE3a KaHaJbIaX MOYeK
CHUCTEMBI U JIp.) K
KaJbIUTPUOIIA
KaJbIUTPUOITY
[1,25(0OH)2D]
Manudecranus 3-6 mec 3-6 mec 1-2 rona
Mpieynast cnabocts. bomu B KocTsIX, Bripaxkennast aedopmariuisi HIKHUX
cycraBax. Cynoporu. koHewyHocTel (O- wiu X-o0pa3Hasi, 1o
Knunnyeckas Paxutnueckue gegopmaiuu ckenera | THUIY «IyIOIIEro BeTpay). Paxurnyeckue
KapTHHA (pa3BepHyTast HUXKHSS aniepTypa TPyIHOH| «OpacneTKu» Ha KUCTAX pyK. MblleuHas
KIIETKU, PAXUTHUYECKUE «UETKUY, TUTIOTOHHS HIPKHUX KOHEYHOCTEH.
«OpacneTkny, runeptpodust T00HBIX 1 | OTcTaBaHUE B GU3UUYECKOM PA3BUTHHU.
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TEMEHHBIX OyrpoB,
nedopMmaruu

[To3nHee nmpopesbl
PAaHHCEC BBIITAJACH

[lepeBanuBaromasics («yTHHas») IOX0AKa

OtcraBanue B puznyeckoM pa3Butuu. B
TSDKEJIBIX CITydasix - IepeoMbl
KOHEUYHOCTEH, KITFOUHI]

O- nnu X-o0pa3Hbie
KOHEYHOCTEI).

BaHUE 3yOOB MJIH UX
re (OJIMTOJICHTHS ).

[To3aHee mpopesbIiBaHue 3yOOB M X
paHHCC BBITIAACHUC

Bo3moxxHa ToTanbHas
Crienuuaeckue]
ajlonenus, BKIroYast CnoHTaHHbIE a0CIIECChI 3yOOB
MIPU3HAKU
OpOBH, PECHUIIBI
W3meHeHns nokasarenei KpoBu
Kanpruii
’ CHIDKEH CHiokeH Hopwma
MMOJIB/JT
®docdar CHuxeH CHuxeH 3HAYUTETBHO CHIKEH
Illenounas
¢docdarasa, [ToBpIIeHA [ToBbIIIEHA [ToBbIIEeHA
En/n
[TapaTropmos,
y [ToBbiIeH 3HAYUTETHHO MOBBIIIEH YMepeHHO TOBBIIIEH
T/ MJT

Oxonuanue maon. 30.1

[Ipusnaku  jH-D-3aBUCHMEBII paxuT .
- » ButamuH-Dpe3ucTeHTHbIN
(H-D3aBucumblil  paxut Il[H-D3aBucuMBbIil N
runodochaTeMUIECKUA PAXUT
I Tuma
N3meHeHus B Moye
3HAYUTENBHO BhIpaXeHa (HU3KHE
docharypust s ST WHJEKCHI peadbcopoumu docdopa -
TRP, TmP/GFR)
Kansuuypust [TByer TBYET Hopma/umeercs
AMUHOALUYpUS}s S OtcyrcTByeT

Pentrenonorudeckue IIPU3HAKH

BokanoBuaHoe pacmpenue MeTau30B JUTMHHBIX TPYOUAThIX KOCTEH, pa3MBbITOCTh U
HEYETKOCTh 30H 00BI3BECTBICHUA, AUPPY3HOE PA3PIKEHUE CTPYKTYPhI KOCTHOU
TKaHU. SIpa OKOCTeHEHUs B SNU(U3ax TePSIOT KOCTHYIO CTPYKTYPY U
PEHTI€HOJIOTUYECKH HE ONPEACIISAIOTCS.

B MecTax 0OJIBIION HAarpy3KH KOCTHOE BEIIECTBO MOXKET paccachiBaThecs, 00pa3ys 30HY)|
TpocBeTieHus (30Ha Jloosepa)

LU0 WIH
KaIbIUTPHUON) B
(bU3HOTOTUYECKHIX
JI03aX.

Jleuenue
AKTHBHBIE META0OIHUTHI AKTHUBHBIE
ButamuHa D (anbdakaib METa0OTUTHI

BUTamMuHa D
(KaJIbLIUTPHUON) B
0OJIBIINX JT03aX +
npenapaTsl KaubIus

[Tpenapatsl Qocopa + aKTUBHBIE
METa0OTUTHI D
(U300 MUECKUX 033X

BUTaMHHa B|
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- JOIIOJITHUTCIIBHO
AThl KaJIbIHUS

OcnoXHEeHU

[TporpeccupoBanue 3a00aeBaHUS
MPY HEAJIEKBATHOM JICUEHUHU.
Koppurupyronue onepauuu

[IporpeccupoBanue 3a0o0sieBaHus IPU
(ocTeoToMUM) HA HIPKHUX

HEAIEeKBATHOM JICUEHUHN
KOHEYHOCTHX 110 12-13 Jer - yacteie

peLUANBLI U yCyryOieHue
nedopmanui

[Ipodunakruka

[IpoBenenne npeHaTaIbHON Y IPEAUMILIAHTAIIMOHHON TMATHOCTUKN B CEMbSIX, I/1€
€CTh MalMEeHThI C BEpUPUIIUPOBAHHBIM TUATHO30M

I'unodocdarazus

I'unodocdatazus - nporpeccupyroliee HacleACTBEHHOE MeTaboiuyeckoe 3abosieBaHHe, BBI3BAHHOE
nebunuToM menouHoi gocdaraszer (1L[D).

Yacrorta

B mHacrosimee BpeMss TOYHO HEHW3BeCTHAa. B Mmupe npuOmM3uTeNbHas dYacTtoTa 3a00JIeBaeMOCTH
coctasisieT 1:200 000-300 000 HOBOPOKIEHHBIX.

OTHOJIOTHS U NTaTOTEHES

I'mmodocdarasust pazsuBaetcs BeneacTeue nedunuta 11D, kKoTopelii BO3HUKAET U3-3a MyTallMH B TEHE,
KonupymotieM Hecrienududeckuii TkaHeBor nzodepment I[D ALP. Camxkenue aktuBHoct LD Beger
K THUIIOMUHEpAIU3allii, HApYIIEHUSIM CO CTOPOHBI KOCTEM cCKeJlera M JPYrUM HOJUOPTaHHBIM
OCJIO’KHEHUSIM.

Knaccudukanus runodocdarazun oCHOBaHa HAa MOMEHTE TOSIBICHHS TEPBbIX MPU3HAKOB W/UIU
CUMITOMOB 3a00JICBaHUS:

¢ nepuHaranpHas opMa (pa3BUTHE CUMITOMOB BHYTPUYTPOOHO WUIIH MPH POKICHUH);

¢ MitasieHueckas popma (Miazire 6 mec);

¢ nerckas ¢popma (6 mec - 18 ner);

¢ B3pocias ¢opma (crapmre 18 ner).

OTaenbHO BBIIAEIAIOT 0A0HTOrUNo(ochaTasuio, Mpu KOTOPO OTMEUAIOT TOJIBKO BhITIaZieHHE 3yOO0B.
Knununyeckas kapTuHa

3aBucHT OT POpMBI 3200ICBAHUSI.

¢ Haubonee Tspkenbie QOopMbl - HEOHATajdbHas M MIAJCHUYECKas, MposBismomuecs Bg-3aBUCHMBIMU
CyJIOpOraMH, BbIPQ)KEHHOW MBIIIEYHON THUIOTOHMEH, ABIXaTeIbHONW HEAOCTATOYHOCTBIO, 3aJEepPKKOU
($U3M4YEeCKOTO pa3BUTHS, KPAHHOCHHOCTO30M.

¢ [Ipu nerckoit ¢opme runodocdarazun HaOMOAAIOT PAXUTONOAO0OHBIE AedopMaI KOHEYHOCTEH,
3aJIep KKy pOCTa, HapylIeHHe IOXOIKH, paHHEee BbINa/IeHUe 3y00B, MHOIIATHH.

Jlnarnoctuka

¢ JlaGopaTtopHasi 1uarHocTuka: cHwkeHue akTuBHOCTH LI[® u moBblieHHe ypoBHEH ee cyOCTpaToB
(neoprannyeckuii nupodocdar, pochorraHosamuH, TUpUIOKcaIbpocdar).

¢ PenTreHonoruyeckas IMarHoCTUKa: pa3psHKeHUE KOCTHOM TKaHU B MeTadu3ax.

¢ MonekysspHo-TeHeTH4YecKoe uccienopanue rena ALP.

Jleuenune
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depMeHT-3aMecTUTeNbHAs Tepanus cuenuuanoil pekomOunanTHoi LI[D.
OcnoxxHeHus

[Ipu oTCyTCTBHHM JICUEHUS JIETATLHOCTh IPU HEOHATAILHOW U MIIaJIeHYeCKuX Gopmax rumodocdarazuu

nocturaet 50%, npu neTckoi popme HepeaKo HAOII0AAI0T HHBATUAU3ALIUIO.

Puc. 30.1. PentreHorpamma TpyO4aThiXx KOCTeH mpH BUTaMHH-D-3aBHCHMOM paxuTe: OOKaJIOBHIHOE

paciiupeHue, He4eTKOCTh U Pa3MbITOCTh MeTapU30B JIy4eBON U JIOKTEBOI KOCTH

a 6
Puc. 30.2. Butamun-D-pe3ucrentssiii runogocdaremuueckuii paxut y nesouku 3 jet: O-oOpa3Has
nedopmanus Hor (a). Buramun-D-pesucrentHblil runodocdareMuueckuii paxuT y Mainbuuka 6 jetr: O-
obpaszHnas aedopmarst HOT U 3a7epxka pocra (0)
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a 6

Puc. 30.3.Mampuuk 5 ner (a) w geBouka 6 gyer (06) ¢ BuTamMuH-D-pe3sucTeHTHBIM

runodochaTeMUIECKUM PAXUTOM: e(hopMalys HOT 1O THITY «IYIOIIETO BETpay

Puc. 30.4. [Taruent 1,5 ner ¢ ButamuH-D-3aBucumMebiM paxutom [A Tuna: Beimajgenue 3yo6os ¢ 1 roga 3
Mec
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Puc. 30.5. bonpnoii C., 20 net: runodochaTeMuuecKuil paxut, X-CIeruieHHas popma

Puc. 30.6. Pazpsoxenue Metadusos npu runodocdarazuu
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Puc. 30.8. l'unodocdaraszus: nepopmanus rpyaHol KIeTKU
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31. O2KUPEHHUE

Yacrorta
9,5-11,8% nerckoro nacenenus (8 PO).
OTHOJIOTHS U IATOT€HE3
N36pITOYHOE HAKOIUIEHHE XUPOBOM TKAaHW B OpPraHM3ME NPU OKUPEHUU CBS3aHO C TEPEH30BITKOM
MOCTYMAIOMIUX C THIIEH KaJoOpHil B YCIOBUSX HHM3KOW (DM3NYECKON aKTUBHOCTH (TUIOJMHAMHUHU) U
HACJIEICTBEHHOM MPeIpacnooKEeHHOCTH.
Kimmanueckas kaptuHa
¢ [locTenieHHOE yBETMYEHHE MACCHI TeJa, 4acTo ¢ aOJJOMHHAJIbHBIM paclpeesieHueM KUPOBOM TKaHU
(yBEenMUeHHE OKPYKHOCTH TaJIUN).
¢ [Ipu HATMYMKM UHCYIUHOPE3UCTEHTHOCTH MOTYT IIPUCYTCTBOBATh KOXKHBIE MPOSIBICHHUSL.
Jnarnoctuka
OsxupeHue onpeAesnstoT M0 JAHHBIM NEPLEeHTUIBHBIX TaOIUIl UM KPUBBIX HHAEKca Macchl Tena (MMT)
B BUJIC CTaHAApPTHBIX OoTKiIOHEeHUH - SDS (standard deviation score). B HUX y4WUTBIBaIOT HE TOJILKO POCT,
BEC, HO TaK»Ke TMoJ 1 Bo3pacT pedbenka. Kpurepuem oxupenus cienyer cuutate SDS UMT >+2 (BO3).
Bcem mnamueHTam ¢ OXUpEHHMEM I CKPUHHUHIA COIMYTCTBYIOUIMX METabOIMUYECKUX HapylmleHU
MMOKa3aHbl IOTIOJTHUTEIbHBIE UCCIIEIOBAHMS.
¢ broXuMHYeCcKU aHalu3 KPOBHU C OIIEHKOW Jumuaorpammbl (oomuid xonectepun, JIITHII, JITIBII,
TPUTIIHIICPUIBI) U akTUBHOCTH (epmerToB neuenu (AJIT, ACT).
¢ Crangaptasiii OI'TT ¢ onpenenennem TIIIOKO3bI HATOIAK U Yyepes3 2 4.
¢ Onenka AJl.
¢ VY3U OproniHoii MoJoCTH.
¢ VccnenoBanue cocraBa Teja METOJ0M OMOMMITEAHCOMETPUH (MCXOJHO U B IMHAMUKE).
Jleuenune
OcCHOBY Teparuy 0KUPEHUSI COCTABIISAET KOMILJIEKC MEPOIPUITHH, BKIIOYAIOIUX KOPPEKIUIO MTUILEBOIO
MOBE/ICHUSA, METOTEpaluio U aJeKBAaTHYIO (U3MUYECKYI0 HArpy3Ky, - MOTHUBAllMOHHOE OOydeHue ¢
npuBiieuyeHueM poauteneid u cembu (LLkona oxupenus).
¢ Jluerorepanusi: ctos Ne 8 o I1eB3uepy.
¢ Ousnueckas Harpys3Kka: eXeJIHEeBHbIE 3aHATUS IPOJAOKUTEIBHOCTRIO HEe MeHee 60 MuH B aeHb (BO3).
¢ MenukaMeHTO3Hasl Teparus 0KUPEHHS Y TOAPOCTKOB OTPaHUYEHA.

- EnvHCTBEHHBI Tpernapar, pa3peuleHHbIM [Uid JI€YeHHs] OXHUpEeHHs y Aere crapme 12 ner, -
OpJICTAT.

- [Ipumenenue mpenapatoB MeTGOpPMHHA B MEJUATPUUECKOW TpyIIe pa3pelieHo s MalueHTOB
crapue 10 set ¢ yctaHoBIeHHBIM Auarno3oM CJI 2-ro tuna.
OcnoxHenus
¢ Hapymenue yrnesoanoro oomena (HTI, HI'H, C/I 2-ro tuma).
¢ IHCYTMHOPE3UCTEHTHOCTb.
¢ HeankoronbHas xupoBasi 00J1€3Hb Me4eHU (KHPOBOM TeraTo3 M CTeaTorenaTtuT Kak Haubojee 4acTo
BCTPEYAEMBIE Y JIETEN COCTOSHMS).
¢ Jlucnunvaemus.
¢ AprepuanbHasi THIEPTEH3HSL.
¢ 3aziepKKa MOJI0BOro pa3BUTH (M OTHOCUTENBHBIM aHAPOTeHOBBIN AeUIUT).
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¢ CuHApOM runepaHporeHuH.
¢ HapymieHuss onopHO-IBUTATEeNbHOM cucTeMbl (001e3Hb brayHTa, OCTEOapTpuT, CHOHIWIONNCTE3 U
ap.).

WMT no Bo3pacty Mans4uku ‘ BO3

Ot poxgaerus 4o 5 ner (z-scores)

BoXWCT (0 rosix ¥ Mecaulx)
Puc. 31.1. KpuBas uHeKCca MacChl Tejla y MaJIbYUKOB B Bo3pacte 0-5 et
UMT no Boapacty Manbumku o BO3

or 5 a0 19 net (26cores)

™)

N
2
|~
-
<
=

Boapac (e rogax w wacauax)

Puc. 31.2. KpuBas nnaekca Macchl Teja y MaJIbuMKOB B Bo3pacrte 5-19 et
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VIMT no Boapacty Hesoki @503

6r pOXACHUS aois ner (z-scdres)

: 4 RN . VoA T S
1568 dica

BOopacT (b roam U ecAL )

Puc. 31.3. KpuBas unjaekca Maccol Tena y AeBouyek B Bo3pacte 0-5 jer

UMT no sospacry [leBouku ‘ BO3

or 5 a0 19 nar (2-5c0re8)

g
e
-
s 3

" LN O
Boapact (i roanx u wecauax)

Puc. 31.4. KpuBas unaexca Maccel Tea y IeBO4EK B Bo3pacrte 5-19 net
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Puc. 31.6. @omuuKynsapHbIi KEpAaTO3 KOXKHU IIIEY
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6

Puc. 31.7. Acantosis  nigricans KOXHBIX  CKIQJ0K €M Yy  [alieHTa

C

BBIPAKEHHOM

WHCYJIMHOPE3UCTEHTHOCTHIO (YPOBEHb MHCYAWHA HaTomak - 88 MKEx/mn ipu Hopme 1o 26,3 MxEn/mir)

(a-0)

Puc. 31.8. Oxupenue, akpoOMUKpHs
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Puc. 31.9. Oxupenue, crpun

32. CHHAPOM ITPAJEPA-BUIJIN

Cunnpom [lpanepa-Bwmnm - MynbTHCHCTEMHOE TEHETHYECKOe 3a00jeBaHWE, BO3HHUKAIOIIEE IPHU

HapyIIEHUH S3KCIIPECCHHM y4yacTKa UIMHHOTO Iuieya 15-H XpoMOCOMBI OTIOBCKOTO MPOUCXOKIACHUS
(mokycwer 11-13), camas yactasi TeHeTUUYECKAst PUYHNHA O)KUPEHUS.
Yacrora
1:10 000-1:30 000 HOBOPOKICHHBIX.
Knununyeckas kapTuHa
¢ Jlo poxaeHus: CHH)KEHHE JABUTaTEIbHON aKTUBHOCTH ILI0/IAa W/WIIM HETIPABUIIbHOE MOJIOKEHHE TUI0a
(TazoBoE MpeIIeKaAHUE).
¢ BripakeHHas MblllIeYHasi TUTIOTOHUS U BSIIOCTh COCaHUS (710 2 JIET KU3HH).
¢ 3agepKKa ICUXOMOTOPHOTO M PEYEBOTO Pa3BUTHSI.
¢ ['uniepdarus (¢ 2 IeT )KU3HK).
¢ OxupeHnue.
¢ 3azepKKa MOJOBOrO Pa3BUTHUSA, KPUIITOPXU3M (TUIIOTOHAAU3M).
¢ 3agepxka pocta (CTT-nedunur).
¢ ['unotupeos.
¢ CyOKIMHUYECKUN TUTTOKOPTHUIIU3M.
¢ CuHApOM aIHo? CHa.
¢ Hapymenne noseneHus (060ceCCHBHO-KOMIYIbCUBHBIE PACCTPOMCTBA, BCIBIIIKYA THEBA).
4 HellpOKOTHUTHUBHBIE PACCTPOUCTBA.
XapakTepHble GEeHOTUITNIECKIE 0COOCHHOCTH:
¢ MaJleHbKHE KUCTHU U CTYITHH,
¢ jonuxonedans;
¢ cTpabusm;
4 y3KO€ BUCOYHOE PACCTOSHUE;
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4 MUHJAJICBUIHEBIC TJ1a3a,

4 OIIYIIICHHBIC YTJIBI PTa;

4 TUTMIOMIUTMEHTAIUS KOXKHU.

Jnarnocruka

MonexkynsapHO-TeHETHUECKOEe  HcciienoBaHue  15-i  mapsl  XpoMocoM  (aHalu3  aJUIeJIbHOTO
MeTHIupoBaHus npomMotopHoi obmactu rena SNRPN metonom mertncnenmduueckoid moamMepasHoOi
uennou peakuuu - [1LP).

Jleuenue

¢ Maccax, nedeOHast pu3ndeckas KyJabTypa IPU MBIIICYHOW THIIOTOHUH y IETEH MJIaIIIero BO3pacTa.

¢ 3aHATHS C JIOTOIEIOM, 1e(DEKTOJIOTOM.

¢ KOHTpOJIb JOCTYITHOCTH MUIIEBBIX MPOJTYKTOB.

¢ ['unokanopuiiHoe cOaJTaHCUPOBAHHOE MHUTAHME C OTPaHUYEHUEM MOTPEOJEHUS JIETKOYCBOSIEMbBIX
YTJIE€BOJOB, )KMPOB M BKJIIOYEHHWEM B PAlMOH MPOJIYKTOB, COAEPXKALIUX BUTAMUHBI, MAaKpOAJIEMEHTHI,
kieryaTky. CyTodHass sHepreTudeckas LEHHOCTh - 10 Kkaja/cM pocTa TaIlMeHTOB C CHHAPOMOM
[Ipanepa-Bwinu (yrmeBoner - He Oonee 45%, kupel - He Oonee 30% CyTOYHOM IHEPreTUYECKOUN
LIEHHOCTH).

¢ Jlo3upoBaHHas (uznyeckas Harpyska.

¢ 3aMecTHUTeNbHas TOPMOHAIbHAS Teparnmsl.

¢ PexombunanTHeIi [P - TOAKOXHO B BeuepHee BpeMs M3 pacdeTa | MI/M? ¢ 1eblo ymydIIeHHs
AHTPONOMETPUYECKUX MapaMeTpoB (KOHEYHBIH POCT, pa3Mepbl KUCTEH M CTOM), KOMIO3UIIMOHHOTO
cocTtaBa Tena (yMEHbLICHHE YXUPOBOM Macchl M YBETHYEHHE MBIIICYHOH), MOBBIMIECHUS (U3NYECKON
CHJIBI, SHEPTreTUYECKOM aKTUBHOCTH.

¢ [IpoTuBONIOKa3aHUS:

° BBIpaXKEHHOE OXupeHue (nmpesbiiienne Beca Ha 200% uneanbHON Maccsl Tena u 6osiee i UMT
>05-if TEepHeHTHIM) B COYETAaHWUU C OCJIOKHEHHUSMH (allHO® CHA, CTEaTOTeNaTUT WM IaTOJIOTHs
YIJI€BOTHOTO OOMEHA);

° CHHAPOM afHO?® CHA TSKEJIOM CTEeNmeHH TsDKeCTH (PEeKOMEHJOBAHO —IPOBEJICHUE
MOJIMCOMHOTpauu Uisi JUArHOCTHUKM M YCTAaHOBKM CTENEHU TSHDKECTH AamHod, a TaKkKe OIeHKa
COCTOSIHUSI HEOHBIX W HOCOIJIOTOYHBIX MHHJAIMH 0 U BO BpeMsl Tepanuu pexkoMOuHaHTHbIM [P,
0COOEHHO B TIEpBBIC 3-6 MEC JICUCHU).

- TupeounaHble mpenaparsl [JIEBOTUPOKCHH Hatpust (dyrupokc®, L-tupoxcun®)] - BHyrps 1 p/cyr
yTpoMm 3a 20 MHUH JI0 eibl 13 pacuera 50 MKr/M%/CyT IIpU HATUUYMH THIIOTUPEO3A.

- [Ipenapatel TecTOCTEpOHA M ACTPOTEHOB JJISl JICUCHUS THIOTOHAAM3MA Y MYKUYUH MU KCHIIUH C
cunapomoM [Ipanepa-Buminm cooTBeTCTBEHHO.

- T'mokokopTukous! [rugpokoptuson  (xopred*)] - BHypr B j03e 5-10 wmr/mZ/cyr mpu
MPUCOCTMHEHNH HHTEPKYPPEHTHBIX 3a00JIeBaHUN, B TMEPHOINEPATUBHBIA TEpUOA Y TMAalUEeHTOB C
TUIIOKOPTHUIIM3MOM.
¢ Koppexkiius HepOKOTHUTHUBHBIX HAPYIIEHUH U paCCTPOICTB MOBEACHUS MICUXOJIOTOM/TICUXHUATPOM.
¢ CUITAII-Tepanus npu JeU4eHUN CHHIPOMa OOCTPYKTUBHOTO altHOd CHA.
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a 6

Puc. 32.2. AuTponomerpudeckue OCOOCHHOCTH y MaibuMka 3 neT 9 mec ¢ cunapomom Ilpanepa-
Bunnmu: y3kas BHCOYHas 4acTh 4yepena, jaoiauxoledanus, MaleHbKUH POT ¢ TOHKOHN BepxHel Ty0oii,

aKpOMUKpHsL, IpsMble OOKOBBIE M BHYTPEHHUE Kpasi KUCTEH U royieHei (a-0)
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Puc. 32.3. MopOuanoe oxupenue y manbunka 11 et ¢ cunapomom Ipanepa-Bunu
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a 6
Puc. 32.4. Manpuuk 11 5eT ¢ XxapakTepHbIMU KIWHUYECKUMH TIpU3HaKamMu cuaapoma [Ipanepa-Busmu:
OKHMpEHHEe, y3Kas BHUCOYHAs 4YacTh uepena, Aojuxoledaivs, TOHKass BEpXHss ryba, aKpOMUKpHS,
npsiMble OOKOBBIE W BHYTPEHHHE Kpasi KHCTE€H U ToJIeHEH, MOCIEACTBHUSI CAMOMOpPAXKEHHUS KOXKU B

pe3ynbTaTe 00CeCCHBHO-KOMITYTLCUBHBIX PACCTPOUCTB (a, 0)

160 —==
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Puc. 32.5. MopOuaHoe oxxupenue y neBouku 18 et ¢ cunapomom Ipanepa-Buu
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Puc. 32.6. MopOuaHoe oxxupenue y manbunka 18 et ¢ cunapomom I[panepa-Buinu
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33. PYHKIIMOHAJIHBIE U JIABOPATOPHBIE TECThI B IETCKOH
JHAOKPUHOJIOI'MHA

Tectsr 11t oneHkH GyHKIMH runoduza

OneHka ceKpeuu coMaToTPOITHOTO TOPMOHA

[TpoObI Ha CTUMYJISIIIMIO CEKPEIIMA COMAaTOTPOITHOTO TOPMOHA.
¢ [Ipo6a ¢ kiouuauHoM (knodenunom?®).

- Mexanu3m. KOHMIMH OTHOCAT K TpyIIE AaroHUCTOB  0Ol2-aJpEHOPELENTOPOB. MeXaHu3Mbl
crumymsiuuu cekpeuuu CTIT no xoHuma He scHbl. Ilpenmosnarairor, 4Tto €ro JEHCTBUE CBSI3aHO CO
crumymnsiuen  ['P-PI. Bropoil BO3MOXHBIM MeEXaHHW3M - €ro HWHIMOupYyIoUlee BIHMSHHME Ha
BBICBOOO0K/IEHUE COMATOCTATHHA.

- Mertomuka. Jlo3a knornmuaa - 0,15 mr/m? BryTps. Omnpenenenue yposas CTIT mpoBoast uepes 0,
15, 30, 60, 45, 90, 120 muH.

- MaTepnperanus:
= ypoBeHb CTT" >10 Hr/mi - HOpMabHBIH; = ypoBeHb CTI" <7 Hr/Mi - TOTaJIbHBIN OePUIUT
rOpMOHA POCTa; = ypoBeHb CTI" 7-10 Hr/mi - mapuuanbHbIi 1eULIUT TOPMOHA POCTA.
- OcnoxHeHus.

= Ha ¢oHe TecTa MOTYT OTMEYaThCsl COHJIUBOCTD, BSUTOCTh, CHIKeHUE AJl, Opagukapaus, mo3ToMy
MOCJIe BBEJICHUS KIIOHUAMHA HE00X0 1M KOHTpoJib Al kaxapie 30 MuH B TeUeHHE 3 .

o [Ipu 3HaunTensHOM cHMXeHUU Al mocie 3aBepiieHus TpoOkl MOKHO BBECTH MOAKOKHO KO(QenH
B BO3PACTHBIX JI03aX WM BHYTPUMBIIIIEYHO THAPOKOPTH30H (12,5-50 mr).
¢ [Ipo6a c apruHuHOM.
- Mexanusm. Hcronp3oBanre apruHvHa Ui TPOBEACHUSI CTUMYJSIUOHHBIX TpoO Ha BeIOpoc CTT
CBSI3aHO C €ro MpearojgaraéMbIMU O-aApPEHEPITUYECKUM M CEPOTOHUHEPIMYECKUM JIEUCTBUSAMU, A TAKKe
CO CMOCOOHOCTBIO TMOJABIATH CEKpelHio comarocTaThHa. Kpome Toro, B OTiIMYME OT APYTUX
CTUMYJSIIMOHHBIX TTPo0 Ha BeIOpoc CTT mpoba obOnagaeT OTHOCUTETHHO XOPOLIEH MepEeHOCUMOCTHIO.

- Metoauka. 10% pacTBOp apruHMHA THAPOXJIOPHIA® BBOIST BHYTPUBEHHO KalejdbHO B TeueHue 30
MuH B 03¢ 0,5 r/kr (He 6osee 30 r). Onpenenenne ypoBus CTI nposoasr yepes 0, 15, 30, 45, 60, 90,
120 muH.

- NUnTepnperanus:

o ypoBeHb CTI" >10 Hr/mMi - HOpMaJIbHBIN; o ypoBeHb CTI" <7 Hr/Mi - TOTJIBHBINA ACPUITUT
FOpPMOHA POCTa;
= ypoBeHb CTI" 7-10 Hr/mu - mapuuanbHbIi 1eUIKUT TOPMOHA POCTA.

- Tect oOnamaer OTHOCUTENHbHO HEOONBLIONW HHPOPMATHBHOCTHIO M crneuuduyHocThio. B 25%
ClIy4aeB MOT'YT OTMeYaThCs J0xKHOHU3KME noka3zarenu CTT.

- OcnoxkHeHus. Y HEKOTOPBIX MAIMEHTOB (0COOEHHO ¢ Ne(UIIMTOM Macchl) MPH MPOBEACHUU TeCTa
MOXET Pa3BUTHCSI OTCPOUEHHASI TUIIOTIIMKEMHUS], pEXKE OTMEUAETCs PBOTA.
¢ [Ipo6a ¢ MHCYTUHOM (MHCYIUH-UHAYIIUPOBAHHAS THUIIOTIMKEMHUS).

- [Tokazanus:

o nmuddepenunansHas auarHoctuka Mexay CTI-HemoctaroyHOCThIO W ApyruMu (GopMaMu
HU3KOPOCIIOCTH;
= mono3penue Ha CTI -cekpeTupytornnyro ageHoMy runodusa (COMaTOTPOITMHOMY).

- [IpeanonoxuTenpHbI MEXaHU3M CTUMYIIUPYIOIIETO JEHCTBUS THIIOTTIMKEMUH Ha BHIOPOC TOPMOHA
pocta - aKTHBAIUS O2-aJpEHOPENENTOPOB, YTO TPUBOJUT K TMOJABICHUIO BBICBOOOXKICHUS
COMaTOCTATHHA.
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- Meroauka. J{jis npoBeieHus MpoObl UCIIOIB3YIOT HHCYIMH® KOPOTKOTo AeicTBus B go3e 0,1 ME/kr.
Konnentpamuto CTI onpenenstot uepes 0, 15, 30, 45, 60, 90, 120 muH.

- NnTepnperanus:

= IpoOy CUUTAIOT TOCTOBEPHOM, €CIIM YPOBEHb IIMKEMUHU CHUKAETCS 10 2 MMOJIB/I,

o moseimeHue ypoBHs CTI 6ostee 10 ar/mn uckimouaer CTI -Heq0CcTaTOYHOCTS;

@y 50% OOJBHBIX C COMAaTOTPONMHOMOW OTMedaroT rumepeprudeckyro peakuuto CTI Ha
CTUMYJISLINIO;

@ y 9acTH OOJIbHBIX HE OTMEYAIOT IOCTOBEepHOTO n3MeHenus ypoHs CTT .

- OCHOBHO€ OCJIO’)KHEHHE ITPOOBl -  TSDKEblE  TUIOTJIMKEMHYECKHE  COCTOSIHMS,  OIacHBIE
BO3MOXHOCTBIO JIETQIBHOTO MCX0Jla, IMO3TOMY MpPoOy HEOOXOIUMO NPOBOAUTH MPU TUIATEILHOM
MOHUTOPHPOBAHUU YPOBHS riaukeMuu. Heo0XoaumMo uMeTh Cliajikiue pacTBOPHI ISl TUThS U PACTBOPHI
JUTsl BHYTPUBEHHOTO BBEJICHUS.

o TIpu UCXOTHOM TIIMKEMHUH MEHEE 3 MMOJIB/J CIIETyeT BO3JEP>KAThCS OT MPOOHI.

o [Ipu NOSIBJICHUN KIMHUYECKUX CUMITOMOB THUIIOTJIMKEMUU U CHIDKEHHH YPOBHS TITIOKO3bI KPOBH
MeHee 2,2 MMOJIB/J ClIeAyeT aTh CIaJKOe MUThE, a IPHU OTCYTCTBUM 3¢ (eKTa BHYTPUBEHHO BBECTU
10% pactBop aekcTpossl (rarokos3a*) us pacuera 5,0 mu/kr. IIpu GHICTPOM KYIUPOBAHMU CHMIITOMOB
TUTIOTJIUKEMHH TIPoOa MOXKET OBITh MPOA0HKEHA.

o 'V nmetedt muaamie 5 net npo0y ¢ MHCYJIMHOM MPOBOJIUTH HE CIEAYET.

[IpoOrl Ha Mo/1aBIEHNE CEKPEIIUU COMAaTOTPOITHOTO TOPMOHa.
¢ OpasIbHBIN TIIFOKO30TOJIEPAHTHBINA TECT.

- Meronuka. ITanedT NpPUHUMAET TIIOKO3y* BHYTph, M3 pacuera 1,75 r/kr (we OGomee 75,0 1).
Onpenenenue ypoBus CTI npoogsat uepes 0, 30, 60, 90, 120, 180 muH.

- UnTepnperanus:

© B HOPME B OTBET HA TMIIEPIVIMKEMUIO OTMEYatoT cHUKeHHe ypoBHS CTI BIIOTh 10 MUHMMAJIBHO
ONpENeNsIEMbIX 3HAUCHUH;

@y OOJIbHBIX akpomeranmen cHwkeHus koHueHTpanuu CTI we mpoumcxoaut, a y 25-30%
OTMEYAOT JaXke napagokcanbHbIi BBIOpoc CTI' B 0TBET Ha HArpy3Ky TIIFOKO30M.
¢ Tecr ¢ 6pomokpunTiHOM (Tapaoaenom*®) Ha mogasinenue cexperuu CTI .

- [loka3zanue: mogo3peHUe Ha akKpoMmeraiuir. TecT OJHOBPEMEHHO TIO3BOJSET ONPEIEIUTh
3¢ GeKTUBHOCTh BO3MOXKHOM JAUTENHLHOM Tepaniui OpOMOKPUIITUHOM.

- Mexanusm. B HopMme aronucT 10(hamMuHa O6poMOKpHUNTHH (mapiozen?®) crumyupyet cexpermto CTI
3a CYeT MOJABJICHUS COMATOCTATMHOBOTO TOHYCAa. Y OOJBHBIX C COMATOTPONMHOMOW OPOMOKPHUIITHH
nonasiset runepcekpennto CTT.

- Meroauka. bpoMokpunTuH B 103€ 2,5 Mr npuHUMarOT BHYTpb. Onpenenenne koHueHtpauuu CTT
npoBoAT uepes 0, 120, 240 muH.

- UnTepnperanus:

= B HOpMe ypoBeHb CTI B 0TBeT Ha MprueM OPOMOKPHUIITHHA MTOBBIIIACTCS;

@ TECT CYUTAIOT MOJIOKUTENbHBIM, ecu ypoBeHb CTT cHmxaercsa Ha 50% rcxoaHOTO.

[TpoOsr m1st onpenenenus GyHKIIMOHAIBHOTO COCTOSIHUS PEIeNTOpa TOPMOHA POCTa.
¢ [Ipo6a ¢ CTT.

- [loxazanue: momo3peHne Ha AeeKT perenTopa ropMoHa pocta (curapom Jlapona).

- Mexanu3m. TecT OCHOBaH Ha CIIOCOOHOCTH TOPMOHA poCTa akTHBHpOBaTh cekpeuuto MPD-1 B
MEYEHU U 3aKJII0YAETCs B conocTaBiieHnu KoHueHtpauuii UP®-1 no u nocne crumynsnuu.

- Meroauka:

= B 1-if IeHb MPOBOIAT OMpeneieHune 0a3zanpHoro ypoBHs NPD-1;
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@ ¢ 1-ro mo 4-# 1eHs Ha HOYb MOJIKOXHO BBOJIST pekoMOuHaHTHEIN ['P B no3e 0,1 ME/kr;
= Ha 5-#1 IeHb YTPOM MPOBOJAT MOBTOpHOE onpeneneHue NPD-1.
- Unrepnperanus. [loBeimenne ypous MP®-1 menHee yem Ha 15 HI/MII CBHAETENBCTBYET O
pe3ucTeHTHOCTH K ['P.
OneHka ceKpeliud TUPEOTPOITHOTO TOPMOHA
Tect ¢ TupeoTponuH-punu3uHr-ropmonom (TPI).
¢ [lokazanwue: onenka cekperopHoro pesepsa TTI u cremenun mnonasnenus cexkpeuuu TTD (mpu
THPEOTOKCUKO3E).
¢ Metoauka. [locne onpenenenus OazanpHoro ypoBHs TTIT BHyTpmBeHHO cTpyiitHO BBOAAT 200 MKT
TPI' (mnst pmereit moza TPIT cocraBmsier 100 Mir/m2 miomand mnoBepxXHOCTH Tena). OueHky
ctumynupoBaHHoro ypoBHs TTT npoBoasar yepe3 30 MuH.
¢ UnTepnperanus:
- ypoBeHb TTT mocne cTumyssiiuM 10JKEH NPEBbIIATh Oa3albHbI, 110 KpaiiHel Mepe, Ha 2,5 MExa/i;
- IpM BTOPUYHOM THUIOTHpeo3e MokazaTtenu 6azanbHoro TTIT Moryr ObITh HOpPMaJIbHBIMM, OJHAKO
OTCYTCTBYET IpUpocT KoHUeHTpauuu TTI' Ha ctumynsanuzo.
¢ Peakiust Ha THPOJTMOEPHH® MOXKET OBITH CHMYKEHA Y OOJIBHBIX C JETPECCHEi, XPOHUYECKOM MOYETHOM
HEJ0CTaTOYHOCThIO, BTOPUYHBIM THIIOTOHATU3MOM, Ha (OHE IpHeMa TIIIOKOKOPTUKOUIOB, L-mormbl,
acruprHa®*, IepopaIbHBIX KOHTPAIIEITHBOB.
Ocnoxunenus. Ha ¢one nmpoBeneHus: mpoObl MOTYT OTMEUYaThCsl TOIIHOTA, YYBCTBO jKapa, MO3BIBBI Ha
MOYEHUCITyCKaHHue, TOJI0BHAs 001k, moBbIIieHne AJl.
OneHka cexpernu npojJakTHHA
¢ Tecrc TPT.
- Mexanusm. Tuponubepus® CTUMYIHPYET BHIOPOC HPOJaKTHHA JAKTOTPOhaMu THHO(HU3a.
- [lokazanue. IuddepenunanbHas JUarHOCTUKA TUIIEPIPOJIAKTUHEMHUH OMTyX0JIEBOTO U HEOITYyXO0JIEBOTO
reHesa.
- Meroauxka. [locne poHOBOTO OMpeeneHnss KOHIEHTPAUU POJIAKTUHA BHYTPUBEHHO CTPYHHO BBOJST
TPI" B mo3e 200-500 Mkr. OmnpejerieHne KOHIEHTPAIMU pojakTHHA poBo T uepes 15, 30, 60 u 120
MHUH 1ociie BBeaeHus TPI.
- UnTepnperauus:
° y 3J0POBBIX JIUI] MAKCUMAJIbHYIO KOHLIEHTPALIMIO IPOJaKkTUHA oTMeuaroT Ha 15-30-i munyTte, u
OHa MPEBBIIIAET UCXOHYIO B 4-10 pa3z;
° JUIsl TUIEPHPOJAKTUHEMHH OIyXOJEBOTO TI€HE3a pEeaKUus NPOJaKTHUHA Ha CTUMYJSLHIO
OTCYTCTBYET WJIM CHH)KEHA.
¢ [IpoGa c MeToKIOIPaMUAOM.
- Mexanu3m. MeTokonpamMu OTHOCAT K TPYINE aHTarOHUCTOB A0(aMHUHA IEHTPATILHOTO JACUCTBHUS.
Ero BBeeHNE CTUMYIUPYET CEKPELIUIO NMPOJIAKTHHA.
- Meroauka.
= MeToknonpaMuJl BBOASAT BHYTPUBEHHO CTpyWHO B no3e 10 mr. OnpeneneHne KOHUEHTpaUUU
MpoJIakTUHA poBo AT uepes 0, 15, 30, 60, 120 muH.
= Meroxknonpamuz B 103¢ 20 MI IPUHUMAIOT BHYTpPb. Y pPOBEHb IIPOJIAKTHHA ONIpenesitoT yepes 0,
30, 60, 90, 120, 180 muH.
- Nurepnperanus:
° 'y 3I0pPOBBIX JIMI] KOHLIEHTPALHsI MPOJAKTHHA MOCIe CTUMYIISIIIMK MPEBBIIAET HCX0AHYI0 B 10-15
pas;
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° QIpU TUIEPHPOJIAKTUHEMHUHU OIIyXOJIEBOI'O I'€HE3a pPEeaKlMs Ha METOKJIONpaMHJ CHIKEHA WU
OTCYTCTBYET.

O1eHKa CeKpenuu JIFOTEHHU3UPYIOLIETO TOPMOHA U (HOJITMKYIIOCTUMYIUPYIOIIEro TOpMOHA

[Ipo6a c moarnbepruHOM.

¢ Mexanusm. Jlronubepun - runorajaMuyueckuii roHagotponuH-puwinsuHr-ropmon (I'uPT). Ilox ero
BO3JIeficTBUEM npoucxoauT ctumyisanus cekperuu JII' u @CI' runoduszom.

¢ [lokazanus:

- IeTH C 3aJep)KKOW TIOJIOBOTO PAa3BHTUSL C IENbl0 IUpGEpeHINaTbHON JTUArHOCTUKUA MEXIY
TUIIOTOHAJOTPOIIHBIM TMIIOTOHAIM3MOM M KOHCTUTYLIMOHAJIBHOM 3a1€p>KKOM IyOepTrara;

- netu ¢ [P ¢ nenbro quddepennnanbHON AMArHOCTUKN MEKIY LIEHTPAIBbHBIM U NepupepuIecKumM
[IITP.
¢ Metoauka.

- B xnaccuueckom BapuaHTe BHYTpUBEHHO BBOJAT 100 MKI CHHTETHYECKOTO aHajora JronOepuHa.
Omnpenenenue JII', ®CI" npoBosat ucxoano u uepes 15, 30, 60, 120 MuH 1oCiie CTUMYIISIITUY.

- YV nereil MOXHO HCIOJIb30BaTh cuHTeTHYeckuit ananor ['HPI cyrouHoro neiictBus - Oycepenus (1o
1 Karie B KaXIyl0 HO3IpI0) wiu Tpunropenus (nqudepenmuu®) no 0,1 mr moakoxHo. B stom ciydae
ypoBenb JII', @CI" uccnenyrot UCX0HO U uepes 1, 4, 24 4 nociie BBEICHUS aHajora.
¢ Unrepnperanus. Yposau JII' Beime 10 Ep/nm  cBunmerenbcTBYroT 00 aKTHBalMM  MCTHHHOTO
(roHaIOTPONIMH3aBUCHUMOT0) MTOJIOBOTO Pa3BUTHS.

OneHka cekpelnnu aHTuanypetTudeckoro ropmona [Ipo0a ¢ numieHneM KuaKoCTu.

¢ [lokazanwme. ludpdepennmanpuas aumarHoctuka nedumura anTuamypeTudeckoro ropmona (Al
(TIeHTpaIbHBIH HecaxapHbIH MUA0ET) OT APYruX MPHYUH THMOTOHUYECKON Momypun (HEPpOTEHHBIHN
HecaxapHbBIA TUA0ET, ICUXOTCHHAS TOJTUTUTICHS).

¢ Mexanu3m. BaxHO TOHHMMaTh, YTO KOHIEHTPAI[MOHHAs CIOCOOHOCTh TMOYEeK WHAWBUIYyalIbHA,
[I09TOMY YCTAHOBUTH HM)KHIOIO TPAHUIy HOPMBI JUISI OCMOJISUIBHOCTH MOYM HEBO3MOXKHO. Huzkas
OCMOJISUTBHOCTh MOYH KaK B Pa30BOM MOPIUU MOYH, TaK B CEPUH MOPLHMA U MpU IPoOe ¢ OrpaHuUCHUEM
KUJKOCTU HE MO3BOJISIET OTIMYUTh Aepuuut AL’ oT apyroil mpUYUHBI MOJIWYPUH, TOITOMY MpoOy ¢
JUIIEHUEM JKUJKOCTH BCErJa JOIOJIHSIOT ONPENEICHUEM COOTHOLICHHUS OCMOJISJIBHOCTH MOYM M
IJJa3Mbl M OILICHMBAKOT peakuuro Ha BBeaeHue AJIlT unm ero cuHTeTHYecKuX aHanoros. llpu
HEBO3MOKHOCTU OIPEIEIICHUS] OCMOJISUIBHOCTH BMECTO OCMOJISUIBHOCTH MOYM MOKHO MCHOJIB30BATh
OTHOCHUTEJIbHYIO IUIOTHOCTh MOYH, @ BMECTO OCMOJISIIBHOCTH IJIa3Mbl KPOBU - YPOBEHb HATPUS B IJIa3Me
KpOBH.

¢ MeTtouka.

- Ecnu OonbHO#t momywaer mpenapatel AJ[I, mX OTMeHSIOT ¢ Bedepa HakaHyHe mpoObl. [lpu
BBIPKEHHOW MONMNypUU MpoOy HauKHaIOT B 6-8 4 yTpa. [Ipu He3HAUUTEIHHON MOJUYPUU WU HATHYUU
y 00JBbHOrO TUMOHaTpueMHMH NpoOy MOXKHO HauyaTh B NOJHOYb. Ilepen Hauanmom mnpoObl GOIBHOTO
B3BEILUBAIOT, U3MEPAIOT Mynbe U AJl, 6epyT oOpaszel] miaa3mMbl KpOBH, B KOTOPOM OINPENENSIOT YPOBHU
ANIEKTPOJIMTOB (Kayusi, HaTpus). 3areM OOJBHOTO MPOCAT HE NHUTh W KaXAbI yac OIpenensioT
OCMOJISITIBHOCTh MOYM. 3a OOJBHBIM HPOBOJAT TiIaTeslbHOE HaOmojaeHue. IIpoOy mpekpamaroT mnpu
YXYIIIEHUH COCTOSHUS 00JIbHOTO, MajeHnH AJl, mpu3Hakax 00e3BOXKHBaHMS, IOTEPE Macchl Tena boiee
4yeM Ha 3-5% HCXOIHOM.

- [locnie Toro xak OCMOJIJIBHOCTE MOYM IEPECTAHET HApacTaTh B 3-X MOCIEAOBATEIbHBIX MOPLUAX
MOYH, MPHUCTYMAIOT KO BTOPOH 4YacTu npoOsl. Ilepen 3TuM y GOJIBHOrO MOBTOPHO OepyT KPOBb IS
OTIpeieNIeHUs] YPOBHS AJIEKTPOJIMTOB B IJI1a3Me. 3areM O0JIbHOMY BBOJIAT aprurpeccut - 5 Ex moakoxHo
WU JlecMonpeccuH - 1 MKr mojkoxHo, 10 Mxr maTpanazansHo win 0,1-0,2 mr BHyTps. Ilocne storo
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00JBFHOMY pa3pemiaT MuTh, a 4yepe3 30-60 MUH COOUPAIOT MOCIECIHIOK MOPIIMIO MOYH U OMPEIEIISFOT
€€ OCMOJISIIBHOCTb.
¢ Unrepnperanus.

- B HOpMe y 310pOBOrO YeaoBeKa OCMOJISIIBHOCTD I1a3Mbl (YPOBEHb HATpUs B IJIa3M€E) HE HapacTaeT
WM HapacTaeT HE3HAYUTEIbHO, a rnociie BeeeHuss A/Il" ocMOJIATIBHOCTh MOYHM HapacTaeT He Oosiee ueM
Ha 9%; npu LEeHTpaIbHOM HecaxapHOM AuabeTe NMPUPOCT OCMOJISIIBHOCTH Beeria Oyaer Oosibuie.

- [Ipuuunel nonuypuu npu oTcyrcTBUU BiusHus AJIIT Ha OCMOJISIIBHOCT MOYM - THUIOKAJTUEMUSI,
3a00JIeBaHMs TOYCK, He()POTCHHBINA HECaXapHBIN aUa0eT.

- [Ipn ncuxoreHHOW nojauaMIIcHM MpobOa 3aTArMBAeTCs Ha JJIMTENbHOE BpeMsa. B 3Tom ciyuae
HapacTaHue OCMOJISLITLHOCTH Mouu niociie BBeaeHust AJ[I Oynet menbie yem Ha 9%.

Tectbl anst oLleHKH QyHKIUI HAATOYEYHUKOB

TecTsl 17151 OLIeHKU (DYHKITUNA KOPBI HAATMOYEYHHUKOB

Tectsl ¢ nekcamerazoHoM Ha nojasnenue cekperun AKTT runoduzom

JlekcameTa30H - BBICOKOAKTHUBHBIM TJIIOKOKOPTHUKOUJ, CIIOCOOHBIM B HEOOJBIION KOHUEHTpPaluu
noaasnATh cekpeunto AKTI runoduzom. Ilpu pagronMMyHOIOTHYECKOM HCCIIEJOBAaHUM aHTHUTENA K
KOPTH30Jly OYeHb CJab0 CBSA3BIBAIOTCS C JIEKCaMETa30HOM, T.e. B XOJe Tecra Ha (oHEe mpuema
JIeKCaMeTa30Ha B KPOBU M B MOUE OMNPEAETSIOT UCTHHHBIA KOPTU30J. DTO MO3BOJISET HCIOIb30BaTh
JekcameTa3oH B Tectax mnomaBiieHus cekperun AKTI, He omacaschk ero BIMSHUSA Ha COACpPKAHHUE
KOPTH30J1a B TUIa3Me U MOYE.

¢ Manyio nexcamMeTa3oHOBYIO MPOOY MPOBOJAT MPHU MOJO3PEHUU HAa CHHAPOM TUIEPKOPTHIM3MA IS
g depeHnnaIbHON TUarHOCTUKU MKy QYHKIIMOHAIBHBIM U MATOJOTUYECKUM TUIIEPKOPTUIIU3MOM.

- CranmapTHbId IBYXTHEBHBIM TecT. [lepen mpoBemeHneM mpoObl OoMpenessioT (OHOBYIO CYTOUHYIO
skckpenuio koptuzoia. C 8.00 4 marmeHT npuHUMaeT aekcameTa3zoH 0,5 mr kaxzaple 6 4 (oOmias mo3a
JeKcaMeTa3oHa - 4 mr) B TedeHue 2 cyT. Ha 2-e cyTku Tecta mpou3BOAAT cOOp CyTOYHOM MOYHM Ha
omnpezeneHue cB0O60HOro KopTuzosa. Yepes 6 4 mocie MmocieHero nmprueMa JekcaMera3oHa B KpOBU
onpeneNsatoT ypoBuu koptuzona, AKTT .

- Hounoit Tect. Jlersim nexcamera3oH HazHadaroT B 23.00-24.00 u B mo3e 0,3 mr/m2 mromagu
MOBEPXHOCTH Teda (B3pocibiM - 1,0 mr). B 8.00 4 mpousBoasaT 3a060p KpoBH Ha OIpeAeieHHe KOPTU30Ja.
B HOpMe KOHIIEHTpaIus KOpTU30Ja JokHa ObITh MeHee 140 amonb/i (5 MEn/mn).

- MnTepnperanus pe3ysbTaToB.

=  HouyHON TeCT $BISAETCA CKPUHUHIOBBIM JUIsl MCKJIIOYEHUS TUIEPKOPTULU3MA. YPOBEHb
KopTH30Jia mocie mpoBeaeHus tecta menee 140 umonw/n (5 MEn/anm) unu cHmxenue ero Ha 50%
HCXOJIHOTO UCKJIFOYAOT THIEPKOPTULIA3M.

@ VpoBHu koptuzona 140-275 mmonw/n (5-10 MEn/m) tpebyroT nanpHeiinero mnpoBeneHUs
JBYXJTHEBHOT'O TECTA.

= [lonaBneHue ypoBHSI CBOOOJHOTO KOPTH30j7a MOYM MeHee 27 HMOJb/24 4 Ha 2-il IeHb npueMa
JIeKCaMeTa30Ha, a TakXkKe CHIDKeHUe ypoBHs KopTusona kpoBu MeHee 140 Hmons/n u AKTIT menee 2,2
nMoutb/n (10 mr/Mi) B Xolie ABYX/JIHEBHOTO TECTa CBHUJETENHCTBYIOT O moaaBineHuu cekpeunun AKTIT u
HCKIIIOYAIOT TUIIEPKOPTULIUA3M.

= OnpezieieHHe KOPTHU30J1a B CBIBOPOTKE KPOBU IOCJE JIBYXJHEBHOIO Te€CTa HE 00s3aTebHO, HO
MOATBEPKIAET MOKA3aTENIN IKCKPELIMM KOPTU30J1a C MOYOH.
¢ Bospyio qekcaMeTa3oHOBYIO o0y MPOBOIAT MOCIIE MOATBEPKACHUS HATUYUS TUIIEPKOPTU30JIM3MA
¢ uenpio auddepeHIANTBHON JUATHOCTUKH PA3NUYHBIX (HOPM THUIEPKOPTUIIM3MA, BBI3BAaHHBIX
onyxoyiiMu  HaanoueuyHukoB, AKTI-skronupoBanueiMu onyxossimu u  AKTI cekperupyromumu
azeHoMaMu runodusza. B ornuume oT omyxosned HaJ NOYEYHHKOB, CEKPETUPYIOIIMX KOPTU30J, U
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SKTONMUpPOBaHHBIX omyxosied, AKTI-mponymupytomue ageHoMbl TUNO(H3a YaCTUYHO COXPAHSIOT
CIOCOOHOCTh K OTPHULATEIBHOW OOpaTHOM CBA3M TOCJHE 53K30TM€HHOTO BBEJACHHS OOJIBIIMX 103
TJIIOKOKOPTUKOMJIOB, T.€. Ha (JoHE BBEICHHMA OOJIBIIMX J03 JEKCaMeTa30Ha YPOBEHb KOPTHU30JIa
CHIDKAETCS.

- CraHmapTHBIN NBYXIHEBHBIA TecT. [locie ompenencHus GOHOBON CYTOYHOM IKCKPEIUH KOPTU30JIa
u conepxanus koptuzona u AKTI™ B kpoBu 00bHO# MpUHUMAET 2 MI' JeKCaMeTa30Ha Kaxable 6 9 B
TeueHue 2 AHel (oOmias g03a nekcameTraszona - 16 mr). Ha 2-e cyTku nmpoBOAST OnpeesieHre KOpTu30Jia
Mo4H. JIOMOJIHUTENIBHO Yepe3 6 4 Mocie MOCIEIHEro npueMa JeKcaMeTa3oHa BO3MOXKHO OIpEAEIeHHE
koprusona u AKTI' B kpoBu.

- Hounoit Tect. B 23.00-24.00 u netsim crapme 10 nmet HaznawatoT 8 mr aexcamerasona. B 8.00 u
MpoBOJAT onpenenenue koptuszona, AKTIT ceiBopoTKH KpoBH.
- UHTepnperanus pe3yibTaToB.

= ¥V 90% mnanuentoB ¢ Oone3npto Muenko-Kymmnra (AKTImponyuupyroomuMu ajgeHOMaMu
runodusza) Ha 2-e CyTKM TecTa MPOUCXOJUT CHHKEHHE HKCKpEIUH KopTuzosia npumepHo Ha 50%
ucxoaHoro. VckmroueHue - OOJIbHBIE C THIEPKOPTUIIM3MOM 3HAYUTENBHOW TSKECTH, OCOOEHHO MpH
HaJIMYUU MaKpOaJI€HOMBI.

° 'V noaasinsmoniero 6onapmuHcTBa 00ybHBIX ¢ AKTI -3KTONMMpPOBaHHBIM CHHAPOMOM PE3YJAbTaThI
mpoObl OTpHUIAaTeNbHBIE, OJHAKO B 5% cimydaeB Bce ke oTrmedaercs mopamieHue cexperuu AKTI,
KOPTH30J1a.

o [Ipu KOPTUKOCTEPOMAX CHUKEHUS YPOBHS KOPTU30J1a HE IIPOUCXOINT.

IIpn npoBencHMM TECTOB € [OEKCAMETa30HOM BO3MOJKHBI CIIEAYIOIIME CIOKHOCTH, KOTOPBIE MOTYT
IIPUBECTH K HENIPAaBUJIBHON TPAKTOBKE PE3yIbTaTOB:
4 HEenpaBWIBHBIA COOp MOYH;
¢ Kose0aHMs B CEKPELIMU TOPMOHOB OITyXOJISIMH, OCOOEHHO ITPU KOPTUKOCTEPOMAX U MPH 3KTOMHUYECKON
npoaykiuu AKTT
4 HapyLICHHE CXEMBI IIPHEMa IEKCaMeTa30Ha MallMeHTOM;
4 aHOMaJIMK MeTaboJIM3Ma JIeKCaMeTa30Ha.
TecT ¢ KopTUKOTpOTIUH-pHIM3UHT-TopMOHOM (KPT).
¢ [lokazanus:

- muddepeHnnanbHas AMArHOCTUKA Pa3InYHbIX (OPM FUIEPKOPTHLINZMA;

- uccnepoBanne cekpeuun  AKTIT  azeHormnmoduszom m0pu  NOAO3PEHMHM HAa  BTOPUYHBIN
TUIIOKOPTULIM3M.
¢ Mexanusm. Tect nuddepeHnnanbHON TMarHOCTUKU PA3JIMYHBIX (POPM T'MIIEPKOPTULIM3MA OCHOBAH Ha
TOM, 4TO afeHOMbl runodusa, npoayuupyroume AKTI, cnocoGHbl oTBeuats Ha ctumyssiuuio KPI' B
orimyne oT AKTI -3kTONMpOBaHHBIX M HAANOYEYHUKOBBIX OIYXOJIEH, I'l€ UMEET MECTO TMIIOIUIA3Hs
runopuza. Takum oOpa3om, mpoba HeoOxoauma aias AuddepeHLUaNbHOM TUarHOCTUKU OO0JIe3HU
Wnenko-Kymmura u apyrux ¢opm runepkoptunusma. IlpoBeneHue Tecta Ui JAMArHOCTUKU
BTOPUYHOTO THIIOKOPTHLIM3MA OOYCIIOBJIEHO HM3KOM MH(opMaTHUBHOCTBIO OasanbHOro ypoBHs AKTT,
KOTOPBIH MpH 3TOM 3a00JI€BAHUU MOKET OIPEIEIATHCS B MpeJiesiaX HOPMBI.
¢ Meronuka. Hatomak mnpoBoaar ompenenenue ypoBHs AKTIT u kopruszona. Yepes 30 muH
BHYTpUBEHHO MemieHHO BBOIAT KPI' B nosze 1 mr/kr (B3pocisiM - 100 mr). Hanee yposuu AKTI u
KOpTHU30J1a onpeaenstot yepes 15, 30, 45, 60, 90, 120 muH.
¢ urepnperanus:
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- mpu AKTT -npoaynmpyromux agenomax runodusa yposenb AKTI nmossimraercs va 35% ucxoHoro
u Ooitee;

- pu AKTI-3KTOnMUpOBaHHOM CHHAPOME M OMYXOJSX HAAMOYCUHUKOB TOJOOHBIX M3MCHCHHUU HE
MIPOUCXOIUT;

-pU TOJO3PEHHH HA BTOPUYHYIO HAANOYEYHUKOBYIO HEJIOCTATOYHOCTH IMOBBIIMICHUE YPOBHS
Koptuzona 10 550 amMoas/n (20 mr/am) m Gojiee B OTBET HA CTUMYILILHUIO MCKIIOYAET 3TOT IHArHO3;
JOCTaTOYHBIM CUUTAIOT MOJbEM YPOBHS KOopTH30ia Ha 50% ncXoaHOrO.

[Tpo6a ¢ anpeHOKOPTHKOTPOITHBIM TOPMOHOM.

¢ Jlns npoBenenus mpoObl UCIOab3yI0T cuHTeTndeckuii ananor AKTI - terpakosaktup (cuMHakTeH®),
MOIIHO ¥ OBICTPO CTHUMYJIUPYIOUIMHA CHHTE3 TIIOKOKOPTHUKOMIOB. CHHAKTEH* BHIMYCKAIOT B JABYX
¢dopmax - JUIsi BHYTPUBEHHOTrO (Ui NMPOBENEHUS KPaTKOBPEMEHHON MpoObl) M BHYTPUMBIIIEUHOTO
BBEJICHUs (CUHAKTEH JEno® - Ui IPOBEICHUS JUIMHHOM po0bl). CUHAKTEH-IEM0* BBIMYCKAOT B opMe
CYCII€H3UH, COJIeprKalleil 1 Mr akTHBHOTO BEIIECTBA.

¢ [lokazanus.

- JInarHocTrika nepBUYHON HAAMOYEUYHUKOBOW HETOCTATOYHOCTH.

- BoisiBienue cTepThIX AePeKTOBOMOCHHTE3arOPMOHOBHAANIOYEUYHUKOB (HEKIaccuyeckas ¢Gopma
nedunura 2 1-ruapoKCcuIIassl).

- [IpoBenenue npoOb! 11es1ec000pa3HO JUILb B CIydae MOTYyYeHHs] COMHUTENBHBIX TJAHHBIX 0a3alIbHBIX
ypoBHEe# kopTH30Ja u 1 7-ruapokcunporecrepona (17-OHII):

©  0a3aJbHBIM ypoBEeHb KopTH30yia Oonee 500 HMOJB/MT HWCKIIOYAET JMATHO3 TIEPBUYHOM
HAJMOYEYHUKOBON HEIOCTATOYHOCTH U MPOBEJCHHE MPOOKI HelenecooOpasHo;

= GazanpHbIN ypoBeHb 17-OHII Gonee 15 HMOJIB/T TO3BOJISET TUAarHOCTHPOBATH HEKIIACCUYECKYIO
dhopmy nedunura 2 1-rugpokrcuiasbl 6€3 MpoBeIEeHUS MPOOHI;

° y IEBOYEK-TIOJJPOCTKOB OTMpe/esieHne 0a3aabHOro ypoBHs 17-ruApoKCUIIporecTepoHa u npody ¢
CHHAKTEHOM*ITPOBOJIAT CTPOTO B (POJUTHKYIISAPHYIO (ha3y MEHCTPYATBHOTO IHKJIA.
¢ Koporkuii tect ¢ AKTT (cunakren®).

- Meronuka. 3a 30 MuH A0 Havana mpoObl MPOBOJIAT OIpeAeieHHEe KOHIEHTpAaIMH KOPTU30JI1a
(IMarHoCTMKAa TEPBUYHOW  HAAMOYEYHHMKOBOW  HemoctatouHocTH) U 17-OHII  (mmarnoctuka
Hekmaccuyeckor (opmbl geduiura 21-ruapokcuinasel). CuHakteH*, pactBopeHHbt B 5 Mia 0,9%
pacTBopa HaTpHs XJIOPHIA, BBOAAT BHYTPUBEHHO CTPYHHO B A03¢e 0,25 mr (aetsm mo 1 roxa - 0,025 mr).
3a00p KpoBH Ha OMpeIelieHWE KOHIIEHTpAIlMU KOPTHU30Ja OCYIIECTBISIOT uepe3 60 MuH mocie
CTUMYJISILINH.

- UaTepmperarus.

'V 310pOBBIX JIETE€H CHHAKTEH* MOBBIIIAET YPOBEHL KOPTH30JIa B IIa3Me MUHHUMYM B 2 pasa.

° VYpoBeHb KopTH30Jia Ha ¢oHe ctumyisinuu 6oxee 550 HMonws/n (200 HI/MI) HCKIIOYAET
MEPBUYHYIO HAANOUYEYHUKOBYIO HEJOCTATOUHOCTb.

o [loBbrmenue ypoBHs 17-OHII 6omee 45 HMOIB/T O3BOJIAET JUATHOCTHPOBATH HEKIIACCHUECKYIO
bopmy nedunuta 21-ruapoKcuiasbl.
¢ Jlnunnas npo6a ¢ AKTT (cunakren-aeno®).

- [lokazaHust U METOIUKA.

o JluddepeHnmansHas TUATHOCTHKA MEXKIY TMEPBUYHONM W BTOPUYHON HAIAMOYEUHUKOBOMN
HE/IOCTaTOYHOCTBIO: MOCNe (POHOBOTO OINpe/eieHuss CBOOOJHOTO KOPTHU30JIa B CYTOYHOW Moue
OJIHOKPAaTHO BBOJAT CHHAKTEH-IENO® B 703¢ | MI BHYTPUMBIIIEYHO; Ha 1-H, 3-i, 5-H JgeHb mocie
CTUMYJISIIIUM TIPOBOJISAT UCCIEAOBAHNE MOYM Ha CBOOOTHBIN KOPTU30I.
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o JluarHocTUKa CTEPTHIX JAE(EKTOB CTEPOMJOTeHe3a HaANOYeUyHUKOB (21-ruapokcuiasHas
HEJ0CTAaTOYHOCTB): onpeaeneHue 6a3anpHoro yposus 17-OHII, koptuzona mposoasar ¢ 8.00 mo 9.00, a
3arem uepe3 12 u 24 4 nociie BHYTPUMBIIICYHOTO BBEJICHHS CHHaKTeHa®. - HTepnpeTarms.

= HopManbHBIM CUMTAIOT IOJBEM YPOBHSI KOPTH30J1a HA CTUMYJISLUU B 3-5 pas.

o IIpy DOJHOM IEPBUYHOM HAANOYECYHUKOBOM HEJOCTATOYHOCTH YPOBEHb KOpPTH30Ja HE
U3MEHSIETCS.

= B ciydae mapuualbHOTO THIOKOPTHLIM3Ma Oa3alibHblE IOKa3aTed KOPTH30Jla MOTYT ObITh
HOPMaJIbHBIMHU, OJTHAKO YBEIMUYEHUS KOHLIEHTPALUU KOPTU30J1a K 3-My JHIO IPOObI HE IPOUCXOIUT.

° YpoBEHb KOPTU30Ja MOYU IIPU BTOPUYHON HAANIOYEUYHUKOBOW HEJOCTATOYHOCTU B IEPBbIC THU
[OCJI€ CTUMYJSIIMM MOXKET COXPAHSTHCS MNPEKHUM, OJHAKO K 3-5-My [HIO YpOBE€Hb CBOOOJHOIO
KOPTH30J1a CPaBHUM C MOKA3aTeNIMU MOCIIE CTUMYJISILIUM 3/10POBBIX JIMII.

= JI7s HEeKJIaCCMYECKOIro BapHuaHTa HEJOCTAaTOYHOCTH 21-ruapokcHiia3bl XapakTepeH noabem 17-
OHII 6onee 45 HMoIIb/11.

[TpoOs! 115t o1ieHKH (PYHKIIMH MO3TOBOTO CIIOsI HAAIIO4YeYHUKOB [Ipoba ¢ a-Gimokaropom - TpormadeHoM.
¢ Meronuka. BHyTpuBeHHO BBOAAT 5 Mr mpemnapara, pa3BeneHHoro B 2 mia 0,9% pactBopa xyopuaa
Hatpus. Koutpons AJl mpoBoasT 10 U B TeueHue S MuH (kaxapie 30 ¢) mocie BBeAeHUs TpomadeHa .

¢ Unrepnperanus. [I[poOy cyuTaOT MONOKHUTENBbHOMN, €ciu B TeueHue 3 MUH cucroimdeckoe AJl
cHIDKaeTcs 6osee yeM Ha 30 MM pT.CT.

[IpoOy ¢ rucTaMuHOM, MPOBOLUPYIOUTYIO IPUCTYI, B IE€TCKOM BO3pacTe MPUMEHSIOT PEAKO, TOCKOIBKY
y 3TOH KaTeropuu OOJIBHBIX Yallle UMEET MECTO BbICOKAas U CTOMKas apTepuaibHasi THIEPTEH3USL.

TecTsr 17151 onieHKH QYHKIINN B-KIETOK IMOHKEITYI0UYHOM JKEJIe3bl

[Ipo6a ¢ romoganrem

IIpo6a ¢ rosotaHueM - «30JI0TOH cTaHAAPT» TUArHOCTUKU BPOXKICHHOTO TMIIEPUHCYIUHU3MA.
ITpoaomKUTENPHOCTh TOJIOAHOTO MPOMEXKYTKA 3aBHCUT OT BO3pacTa M Beca peOeHka. B Hacrosmee
BpeMsl CTaHIAPTU3MPOBAHHBIE MPOTOKOJBI JAAHHOI'O JUArHOCTHYECKOTO TecTa Yy AETell OTCYTCTBYIOT.
MBI peKOMeH/1yeM HCII0JIb30BaTh CIEAYIOIINE BPEMEHHbIE IPOMEKYTKH:

¢ HoBOpOXXIeHHbIe cOo 3BYP - 2,5-3 u;

4 HOBOPOJKJICHHBIE C HOPMaJIbLHBIM BECOM - 3,5-4 u; netu B Bo3pacte 1-3 mec - 6 4;

4 ety B Bo3pacte 3-6 mec - 8 u;

¢ s1etu B Bo3pacte 6-12 mec - 10-12 u;

¢ jietu B Bo3pacrte 1-2 roxa - 15-18 u;

¢ et B Bo3pacte 2-7 net - 20 u;

¢ ety crapiie 7 Jet - 24 u.

B xozne npoObl BceM GOJIBHBIM HEOOXOIUMO NMPOBOAUTH MOHMTOPUHI TiIMKeMUd. HOBOpOXKIEHHBIM ¢
BBICOKOM MOTPEOHOCTHIO BO BHYTPUBEHHOM HH(DY3UM KOHTPOJIb YPOBHS caxapa KpOBH HEOOXOAUM
Kaxple 15-20 MuH; netsaM OoJiee cTapiero Bo3pacta KOHTPOJb TTUKEMHH MOYKHO BBITOJIHAThH Kax/ible
30-60 muH. [IpoOy ocTaHaBIUBAIOT B J1F0001 MOMEHT MPHU PAa3BUTUH TUIOTIMKEMHH.

Ha mnepBoM »stame oOcnemoBanust Oa3anbHO W Ha (poHe nabopaTopHOM rumoriaukemMun (menee 3
MMOJIB/JT) HEOOXO0JMMO MPOAHAIU3UPOBATH CIEAYIONIUE JTa00paTOpHbIe MOKA3ATEH:

4 ypoBHHU MHCYnMHa, C-ientuaa, Koptusoda, I'P B CBIBOPOTKE KpOBH;

4 YPOBEHb KETOHOBBIX T€J B IJIa3M€ KPOBHU MJIU B MOYE;

4 YpOBEHb CBOOOIHBIX KUPHBIX KUCIIOT;

4 YPOBEHb aMMOHMSI B CBIBOPOTKE KPOBU;

4 aHaIW3 KPOBM HA CIIEKTP aMUHOKHUCIIOT U allMJIKAPHUTUHOB (TOJIBKO Ha (hOHE rojoaHus);

4 aHaNM3 KPOBM Ha JIAKTaT.
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NB! Ilpoby c¢ rosomanueMm ciexyeT NpPOBOAUTH B YCIOBUSAX CTalioHapa o] HaOIoIeHueM
KBAJIM(HUIIMPOBAHHOTO MEIUIIMHCKOTO MEpPCOHANIa M TOJIbKO NMPH HAIWYMK BEHO3HOro nocryna. Ecium
peOeHOK Ha MOMEHT O0CIICIOBAHUS MOJIydaeT WH(Y3UIO TIIFOKO3bI*, PE3KO €€ OTMEHSTh HE CIEMYyeT -
HE00X0IMMO TIJIAaBHOE CHI)KEHUE CKOPOCTH MOCTYMAIOIIEr0 pacTBOpa (IIar CHIKEHHS - 5 MJI/4 KaXKable
15-20 muH). 3a00op KpOBU i TOPMOHAJIBLHOTO HCCIIEOBAHUS TPOBOMAAT IMPH CHIKCHUH YPOBHS
TJIMKEMUHU MEHEee 3 MMOJIB/II.

NB!'Y HOBOpOXAEHHBIX C BpPOKJIEHHBIM TMIIEPUHCYJIMHHU3MOM THIIOTJIMKEMUU MOTYT Ppa3BUBAThCS
CTPEMUTEIBHO U HOCUTh MUHHUMAaJIbHbIE KIIMHUYECKUE MPOSIBICHUS, [T03TOMY IPH MPOBEACHUU MPOOHI
HEOOX0IUMO TOAroTOBHTL 10% pacTBOp AEKCTPO3bl (IUIH0K03a*) 171 OOJFOCHOrO BBEICHHMS, a TAKKE
MMETb TJIIOKAroH, BBEJIEHUE KOTOPOI0 MOKET NOTPeOOBaThCS MPU NOTEPE BEHO3HOTO JOCTYIIA.
WuTepnperanyst pe3yabTaToB MpOObI C FOJI0JaHUEM MPU BPOXKJAEHHOM T'MIIEPUHCYIUHU3ME.

¢ YpoBEeHb WHCYJAWHA B KPOBH OYyJET MMETH OMpeJesisieMble 3HaueHUs Ha (poHe TUMOTIMKeMuu (>2
MKEn/mit). YpoBeHbp uHCynnHa He o00s3aTenbHO Oymer BbicOKUM (!), (GopMasibHO OH MOXET HE
BBIXOJIUTH 3a MpeAeibl peepeHCHBIX 3HAYEHUH.

¢ Yposenp C-nentua 6a3aibHO U B MOMEHT THIIOTJIMKEMHUH Oy/IeT HOPMaIbHBIM WJTU TIOBBIIIICHHBIM.

¢ YpoBeHb KOPTH30JIa B MOMEHT THIOINIMKEMHH MOXET ObITh Huke 500 HMomb/l, 4YTO HeE
CBUJIETEILCTBYET O HATMYUU y peOeHKa HaIIOUYEYHUKOBON HEOCTAaTOYHOCTH.

¢ Yposenb CTI' B MOMEHT THNIOTTIMKEMUN Oy/I€T UMETh HOpMaJlbHbIE/ BBICOKUE 3HAYECHHUSL.

¢ YpOBHM KETOHOBBIX T€d M CBOOOJHBIX JKUPHBIX KUCIOT Ha (poHE TonojgaHust OyayT HUZKHUMHU (HE
OyZeT aJleKBaTHOTO HapacTaHUs 110 CPaBHEHHUIO ¢ 0a3abHBIMH MTOKA3aTEISAMU).

¢ YpoBeHb aMMOHHS B KPOBH MOKET OBITh HOPMaJbHBIM HJIM 3HAYUTENIBHO IOBBIIMIEHHBIM (IIpH
JIEHITMHYYBCTBUTEILHON TUIIOTJIMKEMUN ).

¢ YpOBHM aMMHOKHCIIOT U allWJIKAPHUTHHA JOJKHBI COXPAHATh HOPMAJIBHBIE COOTHOILIEHUS.

¢ YpOBEHb JIAKTaTa KPOBH - B IIPEAEIIaX HOPMBI.

[Ipo6a ¢ rirrokaroHom

¢ [lokazanue. [Ipo6a MoxeT ObITH HCIOJb30BaHA B KAayeCTBE JIOTOJIHUTEIHHOTO MOJTBEPKIAIOIIETO
METO/1a IMAarHOCTUKH U 3aBepIIaTh MPOOY C TOJ0JaHUEM.

¢ Metoauka. [TaneHTy BHYTPUMBIIICYHO WM BHYTPUBEHHO BBOJAT TitokaroH B go3e 0,3-0,5 mr/kr (He
6osiee 1 mMr). YpoBeHb IITMKEMHH OIIeHUBAIOT vepe3 5, 10, 15 u 30 mun.

¢ Unrepnperanus. [logbeM ramukeMun OJKEH COCTaBUTh HE MEHEE YeM Ha 1,7 MMOJIB/I OT UCXOIHOTO
3HAYEHMUSI.

OpaJibHbIN ITFOKO30TOJIEPAHTHBIN TECT

[Toxa3zanus:

4 OLIEHKA COCTOSTHUS YTJIEBOJAHOTO OOMEHa;

4 OIpEJCIICHNE YPOBHS MHCYIMHOCEKPELUH;

4 OIIpEIeIICHHE YYBCTBUTEIBHOCTH K UHCYIINHY.

Meroauka npoBeaenuss OI'TT. B Teuenne 3 nHelt n0 mpoBeneHHs TecTa OOCIEAyeMbIl JTOJDKEH
M0JIy4aTh NHUTAHUE C JIOCTaTOYHBIM cojepkaHueM yrieBoioB (He meHnee 200-250 r/cyt). IlpoOy
MpOBOAAT yTpoM Hatomiak mocie 10-14 9 romonmanusi (Ho He Oonee 16 u), Ha ¢doHEe OOBIYHOMN
¢u3n4ecKoil aKTUBHOCTH, B TIOJIOXKEHUH CUJI WK Jexa. [IpeanodyruTensHa yCTaHOBKAa BHYTPUBEHHOTO
KareTepa. Y 00CIe1yeMOro OCYIIECTBIIAIOT B3sTHE BEHO3HOM KpOBHM Ui OIpENeNeHHs YpPOBHS
[JIMKEMUAH ¥ UMMYyHOpeakTuBHbIA uHCymuH (MPU) Hartomiak, mociie 4ero OH BBIIHMBAET TIIOKO3Y* u3
pacuera 1,75 r/kr mMacchl Tena (HO He Gosee 75 T), pacTBOPEHHYIO B cTakaHe BojbI (250 mit), B TeueHue
5 MuH (MOXHO ¢ joOaBieHHeM coka JuMoHa). MccnenoBanue konnentpauuii UPU u rimoko3sl B KpoBU
npoBoaat Hatomak (0 muH), a Taxke yepe3 30, 60, 90 u 120 MuH nocie Harpy3ku rioko3ou. TecT He
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MPOBOJAT BO BpeMs MH(EKIMOHHOTO 3a00JeBaHuWs, NMPU MOBBIIICHUM TeMmIepaTrypsl Tena. OOpasisl
KpPOBH HE JIOJDKHBI IMETh T€MOJIN3a, TaK KaK OH BBI3bIBAET ObICTpoe pazpyiienue MPU.

Wurepnperanus pezyapratoB OI'TT. CymecTByeT ABe CUCTEMBI €UHUL] U3MEPEHUS TIIIOKO3bI KPOBHU -
TpaauiuoHHas (B Mr%) u MmexayHapoaHas cuctema - CU (B MMoutb/m):

1 mmomw/it = 18 Mr% (mr/100 M, mr/m).

¢ OneHka riImKeMHH.

- B cootBeTcTBUM ¢ pekoMeHanusamu BO3, nuarnoctudyeckoe 3HaU€HUE UMEIOT CIIEYIOINE YPOBHU
TJIIOKO3BI I1J1a3Mbl KPOBU HATOIIAK:

@ HOpMaJIbHOE COJIep KaHue TIFOKO3bI B IJIa3Me KPOBH HATOIIAK cocTaBisieT A0 6,1 mmouns/m (<110
Mmr/100 mn);

° co/iep KaHME TIIIOKO3bI B IJIa3Me KPOBM Haromak B mpezaenax 6,17,0 mmouns/n (110-126 mr/100
M) onpenenstor kak HI'H;

°® ypOBEHb INIMKEMMHU B IJIa3Me Haromak 6osuee 7,0 mmomus/n (>126 mr/100 mut) paciieHUMBAIOT Kak
MIpeIBAPUTENIbHBIN IMarHO3 CaxapHOTOo 1uabeTa, KOTOPBIM TOJKEH ObITh TOATBEPIKICH.

- [Ipu npoBeeHNH OpabHOTO TIIFOKO30TOJIEPAHTHOTO TECTA!

° HOpMaJbHasi TOJIEPAHTHOCTh K IJIFOKO3€ XapaKTepHU3yeTcs IIIMKeMuel yepes 2 4 nocjie Harpysku
rioko30i Menee 7,8 Mmosw/i (<140 mr/100 mn);

- MOBBIILIEHUE KOHIEHTPALMU TJIIOKO3bl B IJIa3M€ KPOBU uepe3 2 4 Mociie Harpy3Kd TJII0KO030i B
npenenax 7,8-11,1 mmonns/n (140200 mr/100 mi) CBUAETENLCTBYET O HAPYIIEHHHM TOJEPAHTHOCTHU K
rmoko3e (HTT);

- COJZIEpKaHME TIIFOKO3bI B IJIa3ME BEHO3HOW KPOBH Uepe3 2 4 MOCje Harpy3Ku ritoko3o0it 6omee 11,1
MMOJIB/T (>200 mMr/100 Mi1) CBUIIETENBCTBYET O AUArHO3€ CaxapHOro auadera, KOTOPBIA TOJDKEH OBITh
MOATBEPKIEH NOCIEAYIOIUMH UCCIICTOBAHUSIMU.
¢ Onenka MPU. Yposerr UPU Gosee 18 mxEn/mn matomak wim Beiopoc MPU Gonee 150 mxEn/mi B
xone OI'TT cBuaeTenbCcTBYIOT 00 THIEPUHCYTMHEMUH, HHCYIMHOPE3UCTCHTHOCTH.

Tectel U1 OLleHKN (YHKIMI TOJIOBBIX XKeJle3

IIpo6a ¢ recrarenamu

¢ [loka3anue. AHOBYIATOpHAs  OJIMTOMIM  aMEHOpes Ipu  IOJO3PEHMM  Ha  JIIOTEHHOBYIO
HEJ0CTaTOYHOCTb.

¢ MexaHu3M. OCTPOreHbl BbI3BIBAIOT MPOJUdEpaluio CIU3UCTOM OO0O0JOYKM MaTKH, TOrJa Kak
recrareHbl IMPHUBOJAT K CEKPETOPHOM TpaHchopMalMu yxXKe CTUMYIMPOBAHHOIO 3CTPOreHaMHU
sHoMeTpHs. [Ipy aHOBYIATOPHBIX IIUKJIAX 3CTPOTEHbl BHIPAOATHIBAIOTCSA B JIOCTATOYHOM KOJIMYECTBE,
OJIHAKO UMEET MECTO HEJOCTATOUHOCTD XKEJITOrO Teja, U, KaK CIEICTBUE, T€CTarcHOB.

¢ Metoauka. Il MpoBeAECHUsI TECTa MCIOJIB3YIOT MeApoKcuiporectepoH no 10 mr/cyr BHYTph B
TeueHue 6 nHel unu 1% pacTBop MporecTepoHa BHYTPUMBIIIEUHO B TeYEHHUE 6 JHEH.

¢ nrepnperanus.

- [losiBieHne  MeHCTpyanonoJoOHOW peakuuu dYepe3 3 Cyr TMOCie€ OTMEHBl T'eCTareHOB
CBUJETEIBCTBYET O TOM, YTO SHIOMETPUM HOPMAaJbHO pEarupyeT Ha 3CTPOTEHBI, U, CIEJOBATEIIBHO,
ypoBaH JII' 1 @CI' nocTtaToyHbl JUIsi HOPMAJIBbHOM CEKpelMH 3CTPOreHOB, a aMeHopes oOycCIOoBJEeHa
HapylIeHUEM OBYJIALUU U 00pa30BaHUs )KEITOTO Tela.

- [Ipu oTCyTCTBUU MEHCTPYaJIONOJ00HOM peakuuu MOXKHO npeanonaoxuts aeuuut JII' u ®CI" mmubo
TUIIOIUIA3UIO SHJIOMETpHUA. B 3TOM cilydae nmoka3aHo MpoBeJeHHUE ICTPOTeH-IIPOreCTEPOHOBOM MPOOBI.
CtumynsaunoHHas mpoda ¢ 3CTporeHaMHy U IporecrareHaMu
¢ [lokazanue. Onpenenenne (QyHKIMOHAIBHOW AaKTMBHOCTH SHIOMETpHUS, Kak MpaBUjo, IOCie
OTPHLIATENILHOM MPOOBI ¢ TecTareHaMH.
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¢ Meronuka. [lo aHamorum ¢ HOpPMaJbHBIM LMKIOM CII€QyeT NPHUHHUMATh 3CTPOTEHBI (3CTpaauosa
Banepar 1 mr) B Teuenue 10-12 nueit. 3arem m006aBIsIOT recTareHsl (MeapokcumnporectepoH 10 Mr/cyr)
B Teuenue 10-12 nuei.

¢ Unrepnperanus.

- [Ipu nosBiIeHNU MEHCTPYanonoJ00HOM peakiuu Ha 3-5-€ CYTKHU [10CJIe OTMEHBI IPENapaToB MOXKHO
C/IeNaTh BBIBOJ O COXPAHHOCTH (DYHKIIUU IHIOMETPUS.

- OTcyTCTBHE PEAKIIMH CBUIETENBCTBYET O TMIIOIUIA3UH SHIOMETPHSL.

[Tpo6a ¢ XOpMOHNYECKUM TOHAIOTPOITUHOM
¢ [lokazanus:

- IOI03PEHUE HAa aHOPXUIU3M JUIsl ONIPEICIICHNS HATUUns TECTUKYISIPHON TKaHU;

- UHTEPCEKCYalbHOE CTPOCHUE HAPYXHBIX TeHUTAIN ans nuddepeHnranbHoil AMarHocTUKU (GopM
JIO’)KHOTO MYKCKOTO repMadpoautusma (Mpu mog03peHN Ha AeUIUT Sa-peaykrassl u aeuut 17(3-
TUIPOKCUCTEPOUIIETUIPOT€HA3BI).
¢ MexaHn3Mm. XOpHOHUYECKHM TOHAJAOTPOIMH, CBA3bIBasCh ¢ pernentopamu Kk JII' kierox Jlehmaura,
CTUMYJIUPYET CEKPEINI0 TECTOCTEPOHA.
¢ Metonuka. bazanbHbIit ypOBEHB TECTOCTEPOHA (a TaKXKe aHAPOCTEHANOHA, Sa-IeTUAPOTECTOCTEPOHA)
onpenensaoT B nepuof 8.00-10.00 4. 3aTeM BHYTPUMBIIIEYHO BBOAAT XOPUOHUYECKUN TOHAJOTPONIMH B
no3e 5000 Ex/m2 miomaan moBepXHOCTH Tea. 3a00p KPOBHU MOCIE CTUMYJISIIIHH POBOIAT depe3 48-72
Y [I0Ci€ IIOCNEIHEH MWHBEKINH. XOPHOHMYECKHMH TOHAJAOTPONMH CIEAYeT BBOAWTH CTPOTO
BHYTPUMBIIIEYHO, TOCKOJIbKY IpernapaT IUIOXO BcCachlBaeTcs M3 KUPOBOM TkaHu. HempasuiibHoe
BBEJICHUE IIpernapaTa, OCOOEHHO y MAallMeHTOB C HW30BITOYHON Maccod Tesa, MOKET MPHUBECTH K
HEJOCTATOYHON CTUMYIISLIMM CHHTE3a TECTOCTEPOHA, M, COOTBETCTBEHHO, K JIOKHOOTPULATEIbHBIM
pe3ynbTaTam.
¢ NHrtepnperarusi.

- YpoBHu Tectoctepona 6osiee 100 ur/mn (3,5 HMOIB/1T) y mpenydoepTaTHBIX MaabYuKoOB U 6osiee 900
Hr/1 (31 HMOJIB/) Y MYXXYHH CBUJIETEIBCTBYIOT O COXpaHHOU (pyHKIMH KiIeTok Jlewaura.

- [IoBBIIEHHOE COOTHOILIEHHE 5a-AErHIPOTECTOCTEPOHA K TECTOCTEPOHY IMPEANOJAracT HaJIu4due y
00JIbHOTO JIeUIIUTA Sa-PeIyKTa3bl.

- [ToBBIIIEHHOE COOTHOIICHHE aHAPOCTEHAMOHA K TECTOCTEPOHY CBUAETENLCTBYET O nedunute 17(3-
TUAPOKCUCTEPOUIETUIPOT€HA3BI.
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HPEZ[METH])H?I YKA3ATEJIb
MODY 44 Anenoma xeie3nl
napamutoBugHoN 163 Anmapar Mnuzaposa 100,102 Atakcuss @punpeiixa 18 Axonapornazus 99
bonesns Anmucona 182 bnaynra 207 I'peitBca Cu. maxoce 300
oughghyzno-moxcuueckuii 14 Nnenko-Kymunra 144 I'emornoOuH riukupoBaHHBIA 45 ['MHEeKoMacTHs
132 INunepanba0CTEPOHU3M
nepBuuHbIi 154 I'unepuHcyamHu3mM
BpOXKJeHHBIN 158 I'unepkanpuuemus
TUIOKAJIbLInypUYECKast
cemeiiHas 163 I'mnepnapatupeos 163 I'mnoronagusm 123 I'mnonaparupeos 170 I'mnonurynrapusm 63
I'unotupeos BpoxaeHHsbIl 9 'unodocdarazus 200 ['mnoxonapomnazus 100 'mukemus 39
Hedurut S-anea-peaykrassl 140 dedopmarus Manenynra 76, 103 [luaGet
Hecaxapublid 191, 193, 194, 223, 224 caxapHblii
1-ro Tuna 18
2-ro tuna 39
HEOHaTaJbHBIM 43
¢opmbl MoHOreHHble 43 Jlucmnasus crnonpmnosnuguzapHas 100 Bpoxaennas 101 mo3mmsas X-
cueruieHHas 101
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JucyHKIMS KOPBI HAIIOYSYHUKOB

BpokJeHHas 117 3anepkka pa3zBUTHS

BHyTpuyTpoOHOTrOo 95 300 muddysHo-roxcuueckuit 14 3ona Jloozepa 199 Unpekc maccwl Tena 206
WucynunopesucrentHocth 39  Kapuu-kommieke 166 Keroamumoz 39  Keronypus 39
Kpannogapunrunoma 194 Muoaucrpodus dromenna 176 Hapymenue

TJIMKEMUU HaToIIakK 45

TOJIEPAHTHOCTH K IJTI0K03€ 45 HenocrarouHoCTh

HaJIMOYEYHUKOBAsT XpoHU4eckas 175

comatotpornHas 63 Helipopudbpomaros 150, 166 Heornasus sH10KkpruHHAS

MHOXecTBeHHast 166 OnonTtorunodocdarasus 200 Oxupenne 206 [Ipoda

JeKcameTa3oHoBast Oosbiias 225 manas 225

¢ AKTT 228

¢ apruHuHOM 218

c rectareHaMu 233

C TJIFOKaroHom 231

¢ rojonanuem 229

C TOHAI0TPOTTUHOM

XOpUOHUYECKUM 234

C MHCYIHHOM 219

C KJIOHUJAUHOM 218

C JIUIIIEHUEM KUIKOCTH 223

¢ ronubepuHom 222

C METOKJIONpPaMuJIoM 222

c CTT 221

¢ Tponaperom 229

C ACTPOTEHAMU U MporectareHaMu cTuMyJisiinonHasi 233 [lponakrunoma 192 Pa3zsutue nonoBoe
npexaespemennoe 111 Paxut 197

BUTaMUH-D-3aBucumslii 197

BuTamMuH-D-pe3uctentHriil 197 Perunonarus nuadetndeckas 19 Poct nenesoit 63 Cumnrom
Tpycco 172

XBocteka 172 Cunapom

de Morsier 66

DEND 43

DIDMOAD 45

IPEX 44

MOPD 81

NDH 44

Anbctpema 46 ayTOMMMYHHBIN

TIOJIUTJIAH TYTISIPHBIH

1-ro Tuna 182

2-ro tuna 182

3-ro tuna 183 Amepa 158 bapakara 170 bexBura-Bunemana 158 Bepmepa 166 Bomnbdpama 18
Il'opnuna 166 dayna 18 {u xopmxu 170 XKéne 103 Kabyku 158 Kansmana 123, 129 Kapnenrepa 182
Kennu-Kaddu 170 Knaitupensrepa 123, 126 Konna 154 Kopuenuu ae Jlanre 83

Jlapona 74 Jlepu-Beiinsa 102 MakKstona-OnOpaiita-
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Bpaiiuesa 111, 166 merabommueckuit 39 Mopuaka 19 Moppuca 136 Heorua3uii SHIOKPUHHBIX
MHOXecTBeHHbIX 150 Hynan 77 Omnopaiita 171 OnrpoyBa 176 Ilpanepa-Bwimu 81, 213 PaGcona-
Mennenxomna 18 Paccena-CunbBepa 79 pesucrteHTHOCTH K aHaporeHaMm 136 Peiigenmreiina 136
Canpsana-Cakatu 170 Cexkens 80 Cumuta 166

Cwmura-Jlemnu-Onuua 176

Cotoca 158

Yunepuxa-Teprepa

Cm. makace Cunopom Lllepewesckozo-Tepnepa

®apa 172

¢on Xwunmens-Jlunmay 150, 166 Ileiitxayspa-Mapu-Cenrona 104 IlepemeBckoro-Tepuepa 75
[Mmunara 182 Dnnuc-Ban-Kpesenbna 104

CuHIpOMBI

nosnurinanaysipasie 182, 183

ComaroTtpormuaoma 190

Tect

TJIFOKO30TOJIEPAHTHBIN OpaIbHbIN

220, 231

¢ OpomMokpunTHHOM 220 ¢ KOPTUKOTPOTIUH-PHIIU3UHT -

TOPMOHOM 226 ¢ TUPEOTPONUH-PHUIN3NHT -

ropmoHoM 221 deoxpomonuroma 150

MODY 44 Anenoma xeje3nl

napamutoBugHoN 163 Anmapar Wnumzaposa 100,102 Atakcus @puapeiixa 18 Axonuppomnazust 99
bonesnr Anmucona 182 bnaynrta 207 I'petiBca Cu. makoice 306

oughgysno-mokcuueckuri 14 Unenko-Kymmnara 144 I'emornoOun rimkupoBaHHbId 45 ['mHEekoMacTus
132 I'unepanb10CcTepOHU3M

nepBu4HbId 154 ['unepuHCcynMHU3M

BpOKJIEHHBIN 158 ['unepkanpuuemus

TUNOKAJbLIUypUYecKas

ceMeitnasa 163 I'unepnapatupeo3 163 I'mnoronagusm 123 I'unomaparupeos 170 ['mnonuryutapusm 63
I'unotupeos BpoxaeHabid 9 I'nnodocdaraszus 200 ['unoxonapornasus 100 [N'mukemus 39

Hedunut S-anbda-penykrassl 140 Hepopmarms Manenynra 76, 103 Jluader

HecaxapHublid 191, 193, 194, 223, 224 caxapHblil

1-ro Tuna 18

2-ro tuna 39

HEOHaTaJbHBIN 43

¢opmbel MoHOreHHele 43 Jlucmnasus cnongwnosnuduzapHas 100 Bpoxxaennas 101 mo3mmsas X-
cueruieHHas 101

JMchyHKIMS KOPbI HAIOYEYHUKOB

BpokJeHHas 117 3anep:kka pa3BUTHS

BHyTpuyTpoOHOro 95 300 muddysHo-roxcuueckuit 14 3ona Jloozepa 199 Unaekc maccel Tena 206
WNucynunopesucrentHocth 39 Kapuu-kommeke 166 Keroamumoz 39  Keronypus 39
Kpannogapunruoma 194 Muoaucrpodus romenna 176 Hapymenue

TJIMKEMUH HaTolIak 45

TOJIEPAHTHOCTH K Itoko3e 45 HenocraTouHocTh

Ha/AMOYEYHHUKOBAs XpoHHueckas 175
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comarotponHas 63 Helipopubpomarosz 150, 166 Heorurazus sHg0KpUHHAS
MHOecTBeHHas 166 Ononrorumnodocdarazus 200 Oxupenue 206 [Ipoda
JIeKcaMeTa30HoBast OoJbias 225 mamas 225

¢ AKTT 228

¢ apruHuHOM 218

¢ rectareHamu 233

¢ TyIroKaronom 231

¢ rojonanuem 229

C TOHAJIOTPOTTUHOM

XOpHOHHUYECKUM 234

¢ uHCynuHOM 219

C KJIOHUIMHOM 218

C JIMIIIEHUEM KUIKOCTH 223

¢ ronubepuHom 222

C METOKJIONpPaMuJoM 222

¢ CTT 221

¢ Tponagerom 229

C 3CTPOT€HaMU M IporecTareHaMu cTumyssiquonHas 233 [IposaktuHoma 192 Pa3surtne nonosoe
npexaespemenHoe 111 Paxur 197

BuTaMuH-D-3aBucumerii 197

BuTamMuH-D-pe3uctentHriil 197 Perunonatus nuadberndeckas 19 Poct nenesoit 63 Cumnrom
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