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i 100 (6onesHb Mpensca) 1

nie cpesicTBa (TMAaMa3o, TIPOIV/ITHOYPALIUT): Y n;e'rem

) Jl03a TMamasona 06braHO coctasnseT 0,2-0,5 Mr/kr/cyT,

10— 40 Mr/cyT;

OOKATOPB (a'rz}ionon, TIPONIPAHOTION, METOMpPOJION) B Ifxcoa—
e C1HYIOIMX BO3PAcTy pebeHKa, 0 HopMam3annm ny2n eT.

(CpBATMBHOE B TIOJIEPXKMBAIONINX J03AX HE MEHEE 2 JIeT.

. jevenve (ToTanbHasg WM CyOTOTa/IbHAs TUPEOUIK-

2. AMOOY3HO-TOKCUYECKUI 305 (FONE3HD TPEABCA)

Yacrora

B 95% cnygaes npuunnoit TUTEpTHUpeosa y feTeit (Kak ¥ y B3POC/IBIX)
nsercs 6onesHn Ipeitca.

JTnonorus u nar OreHes

Cucremnoe aYTOI'IMMYHHOC 3a6oneBaﬂme, PpasBuBaroIeecsa BCIeacTn

131
prbM ftogom (11).
BBIPaOOTKYM aHTHTEIT K peuenropy TTT. i

Knunnueckas kapruna
JCNCTIUA TMPEOCTATUKOB: arPaHyNIOLNTOS.
KNe peakuuy B BUje KO>XHOJ CBITIN.

7 JTyXa.

WA Y QpTPaNTUM, Ke .
CIE OCTIOXKHEHWA Y IeTell OTMEYaIoT Yallle, YeM Y B3POCIIBIX:
lTupcos TPAH3UTOPHBIN U CTOMKMI (menee 2%); 6ornee dacTbie
‘ ’ :
i o6pasosanue KenougHoro py6ua (2,8%), mapamnd Bo3

roprannoro Hepsa (2%).

¢ Tloxynenne (vacro Ha ¢ oHe noBbimenHOrO amnmerura).
¢ TloTmuBocTs.

¢ Taxukapaus.

¢ BuyTtpennee 6ecriokoiictso, HEPBO3HOCTD, IPOKaHUe PYK, a MHOIJA
BCErO Tea.

¢ O6was u Mpimeynas cna6ocr, ObICTpast yTOMIAEMOCTD.

* Knaccnueckas rpuaga — 306, TaxuKap/us u 9K30(pTaNbM — BCTpeyae:
G npuMepHo y 50% manueHTosB.

* Ha nepsoe mecto moryr Boxomuts NPOAB/ICHUS SH/JOKPUHHOI 0
TaNbMOTaT!M  (BBIPaXKEHHBIl 9K30(TabM, VIHOT/IA HEeCUMMETp

HbIIT), punmonms, C/IE30TEYEHMe, OIlIyIeHNe «IIeCKa B I/1a34
OTE€YHOCTD BEK.

DmnarHoctuka

¢ loBbumenue yposus cs.T 4 W/ ¢B.T, u cumkenne yposus TTT. s

¢ [latornoMOHMYHbII IPU3HAK — TIOBBIEHHbL YPOBEHDb aHTUTEN K P
uenropy TTT.

¢ Y3U 1IDK: nudpdysuoe ysemmuenne IDK, camxenne ee sxorennoc
ycnienmne KpoBoToxa.

Muddepenumanbuan guarnocruka:
¢ 3aboneBanms, mMpoTekaome ¢ AECTPYKTUBHBIM THPEOTOKCHKO30)

(tnpeorokcuyeckas ¢asa AYTOMMMYHHOTO THPeOUanTa, 6e360/IeR0
TUPEOUJIUT);

¢ penkue Hea}’TOMMMYHHbIe IIPpUYNHBI TUPEOTOKCHUKO3A.

Jleyenune

* MCIIMKaMeHTOBHaH Tepanms:



16 2. InddysHo-Tokcuueckuii 306 (6onesHb Mpeiisca) 2. indpdysHo-Tokcnyecknin 306 (6onestb lpensca) 17

Puc. 2.1. Maumentka A., 4,5 roga. iuarHos: guddysHo-tokcuueckuiin 306 |l crenenn

|

Puc. 2.2. MayueHTka 14 net. [lnartos: auddy3Ho-ToKcuuecknii 306. [JByCTOPOHHAN SH- 6
[OKPVHHaA odTanbmonaTus

Puc. 2.3. NaumenTka A., 17 net. [InarHos: AuddysHo-Tokcmueckuii 306. Obbem umTo-
BaHONM xenesbl — 93,0 mn (a, 6)
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3. CAXAPHbIW JUABET 1-ro TUTA

YacroTa u pacnpocTpaHeHHOCTb

Caxapupii guaber (CJI) 1-ro tuma cocrasisier 5o 90% Bcex cmydaen (.
y HeTeit.
PacmipoctpanenHocts: B PO k 2020 r. — 140 ma 100 ThIC. [E€TCKOTO Hi

cenenns, 3abomeBaeMoctb — 16 Ha 100 ThIc., IpUPOCT 3a6071€BaEMOCTH |
10 met — 3%.

ot keroanugos. Ketoanmupgorndeckas Koma.
Jpias Koma.
SMIL M TATIOTIMKEMTYECKas KoMa.
LI peTUHONATHSA.
Wuecian nedponarus.
 MoTopHas nepudepuyeckas HeMPONATH.
wie n runeprpodudeckue Gopmbl JIUTIOAUCTPODUIL.

JTvonorusa 1 naToreHes

AyTonMMyHHasi IeCTPYKUMS [-K/I€TOK, Pa3BUBAIOLIAsACSA Y TeHeTHYeCK
PeJPacioNioXKeHHbIX /U] TIO] JIEHCTBIEM (AaKTOPOB OKPYIKAKoMIeil Cp
(TOKCMHBI, BUPYCbI, MHOPOJHbIE Oe/Kim).

HOHBIE OTeKN.
K"a“"d’"“a“m' SO TO/IBYKHOCTY CYCTaBOB.
i Hekpo6mos.
Mopuaka.
s pnabermaeckoit permaonariu (JIP).
Wi mwenpommudeparnsuaa [P — acuMnromaruiecKue re-
1 1 okecyiatbl. CHYDKeHME OCTPOTBI 3peHNMs HabJII0Ia0T TOMb-
YUK HOpaKEHMS MAKY/TAPHO obmacTu.
Wi - npenponndeparnsras [IP — MHOXeCTBEHHbIE OKCCYAA~
¢ 1 WIKHbIE), KPYIIHbIE peTMHA/IbHbIE TeMOPPAriy, BEHO3HbIE

OTHonormyeckas Kraccmpukanmus HapymeHuit rmkemuu (ISPA
2018, ¢ coxpaieHusMN).
¢ CJI 1-ro Tuma.
¢ C]I 2-ro tuna.
¢ Henmmynnsie popmbr CJI.
- Tenernueckne nedexrts B-knerounoit pyukuun (MODY, HeonaTaln:
uptit CJI, muroxonppuansusiit CIT u gp.).
— Tenernyecxkne nedexrnr B eiicTBuUY MHCYIMHA (IETIpevayHU3M, CHIL
Apom Pabcona—Menpienxonia, munoarpodudeckuii auaber u aip.).
— [lpyrue reHeruyeckyme CMHAPOMBI, coderawommecs ¢ CJJ (cuuppO!
Bonbpama, atakcusa Ppuppeiixa, curapom Jlayna u zip. ).
Ha py6exe XX-XXI BB. BIIepBbIe 32 BCI0 HCTOPHIO YeIOBeYecTBa y feTell
1 MIOAPOCTKOB CTa/IN perucTpuposarhb cayyanu ClI 2-ro Tuma.

¢ PUIMHANLHOM MIIeMiH, TPUBOAALME K 06pa3oBaHNI0 BUTPEO-
BN TsDKeN, TPAKLMOHHOM OTC/IONKEe CeTYaTK! U CHIETIOTe.
Ul 1Y CTajinio BCTPEYaloT KpaiiHe PesKo.
Knunnueckas kaptuHa
¢ Tomtypus, monvESERADcpa Maccal Tea. WHeCKas tepBraHas mpodUIaKTMKA OTCYTCTBYeT. XOPOIIMii Me-
{1 KOWTPO/b ¥ CBOEBPEMEHHAs AMAarHOCTUKA HaYa/IbHBIX MPOsIB-
o 00, MPEyNPeX AT UX Pa3BUTHE WU IPOTPECCHPOBAHME.
¢ VMacynuu B 6a31CHO-60MIOCHOM PeXiMe Yel0BeYeCcKIMI MHCYTMHAMY MEHNIT TPeTyTIPeXy P
VI VHCY/IMHOBBIMY aHa/oramMy (BBOJAT LIMPUL-PyYKaMU WM C TIO-
MOIIBI0 MHCYIMHOBbIX oMIn). B Poccuu Bce metu nonyyaor Hanbonee
COBpEMEHHbIE aHA/IOIM MHCYMHA ObICTpOro fleiicTBus (Xymanor*, Pun-
mm3*, HopoPanupn*, Anmnpgpa*) u mnnrtensuoro aeiictsus (6asanbHbie)!
Jlautyc*, Punrnap*, Tymkeo*, Jlesemup*, Tpecu6a*.

Jleyenne
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MedrtonicMiniMed

CLIA
Roche, _ P =
LLiBerinapus T i B ;
» Paradigm
Pardign Real Tigl;'ne
MAMF-722 MMT-754 (VEO)
Accu-Chek ——
Combo
Sooil,

lOxHas Kopes Paradigm MMT-640

T

Bz S
2= -

Dana Dana
Diabecare Il  Diabecare lIs

Puic. 3.1. CoBpemMeHHble MHCYIMHOBbIE MOMMbI, NpUMeHsemble B PO

3. CaxapHblin guabet 1-ro Tvna 21

Pe6enok c C[] 1 Tuna nony4aer
okono 2000 nHbeKuun B rog
(4 v bonee MHBEKLNIA B I€HDb)

¢ [puv MCNONBb30BAHNN HCYIMHOBOV NMOM-
Mbl 3TO KONNYECTBO COKpaLLaeTca
0 120 (1 uHbekuma B 3 AHA)

o ObLiee Ynco NHbeKLUN
cokpalyaeTca 6onee yem B 15 pas

Puc. 3.2. Cnocobbl HOLWEHWA NHCYTIMHOBbBIX MOMM



LM ipomanbHasa HU3KOPOCNOCTb 75

+ Coxpannas (GepTUIbHOCTD.

+ Oxxupenme.

+ [unepmunuaemus (pasBuBaeTCs NPOrpeccuBHO 110 BBIPAXKEHHOM CTe-
[eHn).

+ OTHOCHTE/IbHAS TUIIEPUHCY/IMHEMUS Y UHCYNIMHOPE3NCTCHTHOCTD.

+ B psage cnyyaeB — HTT BImioTh 0 pasBUTUA ClI.

+ KonedHbIl pOCT: Y MYXX4UH — 119-142 cmM, y >XeHmu
yro cocrasnsieT —4...—10 SDS.

+ Mpinregnas c1aboCTb 1 OCTEOIOPO3 B 3PEIOM BO3PACTE.
+ OrcyrcrBue 9 dexTa OT /IedeH s FOPMOHOM pOCTa.

7. CUHAPOMAJIbHAAI HU3KOPOCJIOCTb
Cuuppom Nlapoua (Laron) (puc. 7.1,7.2)

Yacrora
Kpaiine pepkas.

Tun nacienoBanus H — 108-136 cMm,

AyTOCOMHO-peIleCCUBHBII.

DTHOIOTHSA U MATOTeHe3

3aboneBaHue, BHI3BIBAEMOE PE3UCTEHTHOCTBIO K TOPMOHY POCTa Ha YPOB-

He TKaHel-MulIeHeiT Berenctaye naronoruu penenropa CTT IirnocTika

+ Konnenrpampym CTT (6asanbHblE U cmmynuponaﬂnble) TIOBBIIIEHBI

Ka
VWHUYECKAA KapTHHA 11 HOpMaJ/IbHbIE.
¢ Jledunut pocra mpu poxpenun (38-48 cM mpu [OHOIIEHHOI Gepe: + Kpaitie uskue yposHu VIPO-1, NPDCB-3.
MEHHOCTH). + OrcyTcTBME OABEMA VP®-1 na crumymsanuio CTT (TecT Ha reHepa-

¢ Boipa)keHHas IIOCTHATa/IbHASA 3a/IepXKKa POCTa.

¢ CKJIOHHOCTb K TMIOITIMKEMMAM C YaCTBIMM NPUCTYIIAMMU TUIIOITMKE
MUYECKVX COCTOSAHMIA B PAHHEM JIeTCTBE.

¢ BpoxxjieHHBIe TIOPOKY Pa3BUTUA (YaCTO): CTEHO3 AOPTHI, JereHepai
ronoBKM OeIpeHHO KOCTH, HUCTAarM, KaTapakTa, yKopodeHue dana)
Ta/IblieB.

¢ Majast OKpY>XHOCTb T'O/IOBBI.

+ HegopasBuTye HUOKHEN YeTIOCTH.

¢ BricTynaromuii 106.

¢ 3amaBuras NepeHoOCHIa.

[1I0).

enme
PexombunanTHbLT VIPO-1.

+ OcoXKHEeHMs BO BpeMsi IedeHMs:
- GpicTpoe 06pa3oBaHue AHTUTEN K BBOAUMOMY NPD-1;

- npexpauenue 3pdexra OT NeeHU.
+ OcnoxHenns 6e3 neIeHuA:

- KapIMKOBOCTB;
¢ Tony6bie cKepbL. OKUPEHNE;
- e
+ [laTomornmyeckn MajieHbKIe KUCTH, CTOIIBI, TIOO0POIOK. CITEpXOTIeCTEPUHEMMS;
; .- 5
¢ MHOXXeCTBeHHBII1 Kapyec 3y00B. JCTUTINIEMUST

¢ VicroHyeHue BOJIOC.
¢ MejiIeHHBII POCT HOI'TEIL.
¢ Bpicokmit TO/10C BCIECTBYIE Y3KOI TOPTAHA.

\pom lllepewesckoro—-TepHepa (puc. 73-7.9)

frora
+ OrcraBaHMe KOCTHOTO COo3peBaHMA Ha 1-2 roja OT IMacnopTHOTO BO4
: =1z OBOPOXKJJEHHBIX JIEBOYEK.
pacra. 1;2000~-1:2500 HOBOPOX} i
+ Bosmo)kHa 3ajiepyKKa MOTOPHOTO ¥ YMCTBEHHOTO Pa3BUTUS Pas/mYHOl OJI0rHS M IaToTeHe3
CTelNenn. Anomanusa X-XpoMOCOMbI: MOHOCOMMS (KapuoTHIl 45X) mmm pasnui-

BAPUAHTBI MO3AMLM3MA — 45X/46XX, 45X/46X1(Xq), 45X/46Xdel(X),
X/A6XY 1 ap.

* 3aJieprKKa 1Moa0Boro Co3peBaHmus.
* Orcyrcrsue (B 60MbIIMHCTBE CTydaeB) My6epTaTHOTO YCKOPEHMs TeM
OB pocTa. :
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i 1 «TIOJKOBO-

WIHE TTOPOKM TIOYEK Y MOYEBBIBOJLIEN CUCTEMBI B'Irlopm‘l
Knvnnyeckag kapruna . HOJ CHUCTEMBI, 3
% P 6 W 110K, Y/IBOGHNE JAIleHO-IOXAHOT

JIF0Y€EBble KIIMHUYECKUEe 0COOEHHOCT. |
¢ Huskopocnmocts (acconmuposana ¢ SHOX-renom), cpemnil

HBII POCT Ha 20 CM MeHblie, Yem CPeJHMII POCT 3TOPOBHIX |

COOTBETCTBYIOLIEH TOMY/IALUMN. L
¢ QenoTunmyeckme 0co6eHHOCTI
¢ lnepronaziorponsbiii rumoronamusm.

¢ XapaKTepHas COIyTCTBYIOIIAs IATONOTHL,

snonedpur.
W1 Ay TOVMMYHHDII THPEOUNT, TUTIOTUPEOS.

{pe/iiie OTUTBI, TYTOYXOCTD.
1O, A0TeLHsL.

DIHOpos.
] IInO’I'pOIIHbIﬁ TUIIOTOHAIU3M

Huskopocnocts nipu cunpipome Illepemesckoro-Tepuepa BCTPEYi I 111¢ BTOPUYHBIX IIOJIOBBIX IIPU3HAKOB.
98% ' i
2 TR M.
JIL e MEHCTpYyan
OcobennocTu guuamMnkn pocra npu cunppome lllepemeBckory L rune sugEnKoB Ha Y3V (gacTo), HEOPA3BUTUE MATKIA.
Hepa

¢ llpn poxuennn: ymepennas 3ajiepXXKa  BHYTPUYTPOOHOrO pal
(cpepHsis mmmHa M Macca Tenma HOBOpPOXX/IEHHBIX Ha 1S[)
PAHENOTTLAHOREEL). RApAI T epHbie KTURIMECKIe IpU3HAKM.
MO THITPOBAHME.
HOPMBI.
¢ 3-14 ner: mocreneHnoe n IIPOrPECCMBHOE CHIDKEHME TEMIIOB
3aJIEPXKKa KOCTHOTO CO3peBaHMsI.
¢ Crapute 14 ntet: HusKas ckopocts pocra, OTCPOYEHHOE 3aKPhITHE pienudguueck
pocra. . HOPOKOB pasBUTHA.

. eqHOTO POCTa:
HOpManu3anus KOH
- . {irMmMusanms pocta B JETCTBE, HOP 05 MI/KT/CYT.
Denorunmyeckme ocoGenHoCTN cunapoma lllepemesckoro-Tepue, opMoHOM pocta 13 pacdera 0,05 M
¢ JInmdarugeckne orekn kucreit u crom TIPU POXK/IEHUN. fepanus PeKOM6mHaHTH:I::xr III())HOBbIX TIPU3HAKOB, YCTAHOBJIEHNE Pery-
¢ Kopotkas mres ¢ KPBUIOBUIHBIMU KOXKHBIMM CKJTaJKaMy pasiny| {lopmuposaie BTOPH . Tepallyis MOJIOBBIMU CTEPOUAMMA.
CTEeTIeHN BBIPAKEHHOCTH IUIPHOTO MEHCTPYa/IGHOTO LMKJIA: TEP
¢ Huskwuit poct Bonoc Ha mee caamm.
¢ ITr03 Bex (vate gBycTOpOHHMIL), STIMKAHT, MUOIINSA, HUCTArM.
¢ Mukporsarus, rorudeckoe Hé60.
¢ Jlepopmariust ymupix pakosu.
¢ boukoo6pasuas rpynnas krerka, UIMPOKO PACCTABJIEHHbIE «BTSAH

7 /I TaTOIOTUM:
Hue KapJIMOBaCKYHﬂpHOﬁ I TIOYEYHOV COITy TCTBYIOLEN IT o
: as Tepamus U XUPyprudeckoe eyeHue i KOppeKly

ym Hynau (Noonan) (puc.7.10)

1110 000-1:20 000 HOBOPOXK/ICHHBIX.

e JIH I/ Ay TOCOMHO-
B()‘;MO)KHbI criopajimyecKue CryJan uim ceMeitHblit BapuaHT ( }chenc.mme
‘ m:mli'l'l{blﬁ TUTI Hac/tenoBanyst). My >K4MHbI 9aCTO 6eCIIOHbI

i TeH NpaKTuie-
MilIMiT MOYETIONOBOIL CHCTEMBI, MO9TOMY IaTOOTMYECKIN p
11
” Ha.
| Beeryia mepejaeTcst OT MaTepu — HOCUTEJIA Te

¢ Banbrycuas meBuans mokTeBbix CYCTaBoB, fedopmaiius Mapenynra,

¢ YkopoueHue u YTONIIEHVE TIaNbLeB 32 CYET YKOPOYEHMsSI MeTak:
TTAJTbHBIX KOCTE, CKONIMO3, IMCIIA3Ms] HOTTEIl.

¢ MHO)XecTBeHHBIE TUTMEHTHBIE HEBYCBI.

Xapakrepuas CONy TCTBYIOIIAS ATONMOT VA

¢ BpoxxeHHbIe TIOPOKM JIEBBIX OT/IE/IOB CEp/iIla: KOAPKTAIMs aopTBHI, JIBY
CTBOPYATDIN A0PTa/IbHBII KJIallaH, aHeBpU3Ma aOPTBHI.

0JIOTHS] M IaTOreHe3 )
Myraipu rewa PTPN11. Kapnorum HOpMaJIbHBIN.
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7. CuHApOManbHas HI3KE HIIKOPOCNOCTD 79

Kinnueckas kapruna bBepa (Russell-Silver) (puc. 7.11-7.15)

PDenoTHIITYECKYIE OCOOEHHOCTH
¢ Huskopocnocts (cpemuuit pocT B3pOC/IOrO My)KYMHBI ~—
JKEHIIMHBI — 153 cM).
¢ JlumdocTas HIKHUX KOHEIHOCTEIL.
¢ KpbioBuiHbIE CKTAIKM KOXKY Ha I1Iee.
¢ Huskuit poct Bosoc Ha 1ee csafm.
¢ [uneprenopusm (IMPOKO paccTaB/eHHbIE I71a3a, AHTUMOHIO)
paspes I71as, To3).
¢ Jlepopmarius i HU3Kas IIOCA/IKA YIIHBIX PAKOBYH.
¢ Illnpokas nepenocuia.
* KopoTkas miest.
¢ BpoxzieHHas eopManus 10KTeBbIX cycTaBoB (cubitus valg
HAKTUINA.
¢ [ornueckoe HEOO, HapylIIeHNE IPUKYCA. !
XapaKkTepHas COIyTCTBYIOU[as MIaATONOTIA
¢ BpoxzieHHble TIOPOKM IpaBBIX OTHENOB Cep/lla: CTEHO3 . . =
aIfTepﬁM, robercs pmexmeirl)yno‘{KOBOJ:ﬁ neperoI[))I(;I;Km, orsoiti ) w.:.";l] 2B;:‘EI}IIMKOBHM pOCT B pesyibTare HapylleHus 3MOpno
PUaNLHBIA NPOTOK, TeTpaja Paio, runeprpodudeckas o6CTpyi WIGLIOE OTCTABAHIE MACCHI TeTa OT HOPMBL.
SR OMUGIATIC. , Wi 0011ero pasBUTHA.
¢ Tuno- w annasus noyex, runporepos, yponarus BerencTaue i ‘."l , u“l:‘lmcmnmug (6onbIoit 106, TUIOIIA3US HVDKHEN YeTICTH,
LY. !
¢ 3ajiep)KKa YMCTBEHHOTO PAa3BUTHA PA3HOI CTETIEHM BHIPAXKEHH( ytt mflu-le BHMS3 YTONKM PTa, TOHKME ry6bi).
¢ Kpurrropxitam. ! :l:(l:;: i6e§)1;1 HOSICHIYHbII T0P03
* g(::::o;; p;;: ::;e zzgfgpg:g;:;;?oi M;zz;gzz I:;g:}’::c;feu ] MoK T V masblieB PyK 3a C4eT JeBMALMM ANCTaNbHOM (a-
Y MaZIb9MKOB — KPUIITOPXU3M, TUIIOTOHA/IA3M. SR
)11ds COILY TCTBYIOIAS ITATONOTMA.
HAuarsocryka I pEMEHHOE, YCKOPEHHOE TI0/I0BOE Pa3BUTHE.
MU LOPXM3M, TUTIOCTIA /A, TUTIOTUIA3Hs TIO/IOBOTO WIeHa, MOIIOHKH.
UMW MOYEBDI/IE/ITEIBHON CUCTEMBI.

i 1 OONBUIMHCTBE CIy4YaeB CIOPAfiNuecKy, OfHAKO OIMCAHBI
i POJOC/IOBHBIE C JAHHOW MaTtonorueit. Tur HacnegoBaHns He

MW Toreses

WAL TTOCTIEHUX /IeT CBUJIETENbCTBYIOT O BO3MOYKHOM IIpH-
Tenerniecknx nedexToB yyacTkoB 7pl2-14 u 11p15.

KipTuHa
MY eCKe 0COOEHHOCTH

P BHYTPUYTPOOHOTO PasBUTUA: Majias Macca Te/a U HU3KMi
1P POXKIEHNH.

¢ XapakTepHble KTMHUYECKIE TIPU3HAKIL.
¢ Kapnorunuposanue.
¢ MonekynsapHo-reHeTndeckoe uccnenosanue resa PTPNI1.
a
Jleuenne

o peHOTUIINYECKMX TaHHBIX.
¢ Jledenne KapuOBaCKyNIAPHOI COIYTCTBYIOIEN MaTONOTMN;

4ecKas TepaInsi M XUPYPrudecKoe jedeHne Iyist KOppeKLum Hopa |
BuTHs (607e3Hb BIiepBbie OnMcaHa feTckum Kapamonorom P. Nooy Wi i repamust [P 8 fose 0,033-0,06 MTI/KT/CYT.

¢ Ilpy HanmM4myu TPU3HAKOB TMIIOrOHAAM3MA: 3aMECTUTENbHAA |
IIO/TOBBIMM CTEPOUIAMIA. '

Lonxenn (Seckel) (puc. 7.16,7.17)

Wolis e cuaapoM Bupxosa—Cekkerns, «ITULETO/IOBbIe Kap/IIKM».

¢ Tepanus pexombyunanTHbIM ['P 13 pacuera 0,033-0,05 mr/kr/cy
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il CTb
’ 7. CuHBpomanbHas HitsKe JHAS HA3KOPOCTIO

Yacrora

Memee 1:1 000 000.
TennepHoe cooTHOmenne — 1:1.

(¢ iasl CONMYTCTBYIOIIASA aToaorusa
HITOPXNA3M, KAUTOpOMETaNus, TUPCYTU3M.

- rO Tejia, MaXUrupus. ;
'. :::n:;(())?;ﬂzl: Tl(’)E;—ZS% C/ly4aeB): aHeMMs, TIAHIUTONEHNS, OCTPhIN
Druosorus u natorenes ONEHKOS.  METETY
Monexynsapro-renernueckas ocuosa: SCKLI TOMO3UTOTHAsS UK (ilCiible TOPOKM CepAilia: TeTpajia iDaHﬂo, ﬂe‘beKTCT .
SUTOTHAsl KOMITAyH/IHASI MYTalUA B TeHe ataxia-telangiectasia u Rad3- MKOBOI 11eperopofiKM, CTEHO3 JIErOYHOM apTepuu, AEKCTP
protein (ATR, 3q22.1-q24).
HApyrue BapuanThi CUHJpOMa:
¢ SCKL2 (18p11.31-q11.2,);
¢ SCKL3 (14q23);
¢ SCKL3 — ocHOBHOIT JIOKYC fyist cuagpoma Cekkers.
Hacneposanne — ayTOCOMHO-PeI[eCCUBHOe.

Boriot bI€.
PO TunyecKye JaHH o
JEKOTOPBIX CIy4asX — MOJIEKY/APHO-TeHETUYeCKasd JMArHo
7 Ke).

{0103 MOXKHOCTD MCTIONH30BAHUSA B Py THHHOI IPAKTUKE) N
|(ITeHONOTIMYeCKe laHHbIe: OTCTaBaHMe KOCTHOTO BO3PACTa,
| i1 KOCTH.

{151 TOTTOBKY Gefipa, AMCIOKAIMs TOTIOBKM Ty4eBOM K
|pepennmanbaas AMATHOCTNKA ot
o iennbie GOpMBI KapTUKOBOCTH C MM-KPOL-Ie(badja] D.w e
MOPD 11-curmpom (Majewski Osteodysplastic Primor arfis

Knunnveckas kapruna
Munumanbubie guarsoctueckime NpU3HAKN:
¢ HU3KOPOC/IOCTB;
¢ KJIIOBOBMHBIN HOC;
¢ YMCTBEHHAs OTCTA/IOCTb.
DenoTunmyeckme 0coGeHHOCTN
¢ Manngecrauus — nepuon Hosoposkaentocty.
¢ IIponopumonanshas KapmkoBocTs ¢ BHYTPUYTPOOHOTO mepuoza,
* 3ajiepxKKa BHYTPUyTPOGHOTO pasBuTHA.
¢ 3HaYMTENbHOE OTCTaBAHME POCTA B MOCTHATAIBHOM nepuoze: cpejs
3Havenue SDS pocra — -7 (-5...-13).
* Boipaxennas mukpouedarms, pannee 3aKPBITHE MeXYePeITHBIX T
3ajiep>KKa yMCTBEeHHOTO passutus (IQ <50).
(DeHOTHII «IITHIIEroNI0BOro Kap/Kay:
~ CKOMIEHHBII 100, 6obINe /1233, KTOBOOGPasHbIit HOC, y3Koe
~ PeTPOrHaTHs, MUKPOTHATHS;
— apkoobpasHoe HEGO; '
~ CKYY€HHDIE 3y0bl C HEIPABUILHBIM TPUKYCOM;
HUSKO MOCaXkeHHDbIE IepOPMUPOBAHHbIE YIIHBIE PAKOBUHB;
~ KIMHOZAKTUIMA V U runoniasus | mambua kuctu;
~ OTCYTCTBUME S1MU3a HEKOTOPBIX (ajaHT;
~ TNIONIA3NA MPOKCHMAIBLHON YaCTH Ty4eBOil KOCTH;
— amIasus ofHOro pe6pa;
- Kudos, cKkonmos;
~ BBIBUX Gefpa; ERICI0BAHHE
~ KOCOMANOCTh, MI0CKOCTONNE, CAaH/a/IeBUHAS 1Le/Th.

# ({1MIITOMATIYECKOE. Ll
Jlevene TOPMOHOM pocTa ManodddeKTHBHO, BOSMOXKHO

YECHUA.
Ie/IbHOE yCKOpeHue TEMITOB pOCTa Ha TepBOM rofy /e

yom lpapepa—Bunnu (Prader—Willi) (puc. 7.18, 7.19)

*

| -5'1 0 000. TTo maHHBIM UTepaTypsl u B paspene o CIIB BcTpedaemoctd
10 30 000 HOBOPOXK/IEHHBIX.

*

MO0V M TIATOTEeHE3 _
OCHOB
Cunppom Tlpapepa-Bummm mMoxer 6bITh  00yCIOBIEH nByMﬂCOMbI .
g 7 — efenusa XpoMo
[lepBbIit M3 HUX MMKPOJ ]
MU MEXaHM3MaMU. oty
Bqll 2-q13), KoTOpas BCerjja MMeeT OTL{OBCKOE np01/1cx0>1<115<’31<n/1e},I efm pr
. = b) O
WIepMHCKas M3OMCOMMA, T.€. KOrja obe Xp())MOCOMbI o ;D)yq sk
cKasl) qUCOMMS —
TanbHasA (OHOPOJAUTE/D

Miiepy. YHUIapeH s )
mnll::ne 06eyx XpOMOCOM TONTBKO OT OJIHOTO U3 POAUTE/IEN. [Tpupopay

|1 2/1bHOJ JICOMUY OKOHYATENIbHO He BBIACHEHA.

(Cnopaguyeckoe.



82 7. CuHapomasnbHas HU3KOP!

Kaunmyeckas kapruna

¢ Manudecraumns — HeonarambHbIif nepuoy.

L 4 110 POXOeHusA: Hu3Kas HOIBYDKHOCTD II/IOJIa;
TIO/TIOXKeHMe T1o/1a.

PenoTnnmyecKkme 0co6eHHOCTH

4aCTO — HeIpaBi)

¢ Yepenso-muesoli aucmoppusm (Y B3pocibIx BhIpaceHa nepeHod|
PaBWIO, MUHJIAIEBY/IHbIE T71a3a; Vi

BBICOKMII M Y3KUIT 106; Kak 1
ry6sr).

¢ Oxupenne,
IaMm).

¢ CHIMDKeHHBIIT MbIIIIeYHbIi TOHYC (TUTIOTOHYC).

¢ CHIDKEHHAs KOOPIMHALS ABVKEHIA.

¢ MasleHbKMe KMCTY U CTOIIbI, HUSKIL pocr.

¢ IloBbIlleHHAs: COHMUBOCTD.

¢ Crpabusm (kocornasue).

¢ [ycras cmona.

¢ [Lnoxue 3y6pi.

XapakTtepnas conmyTcTByromas naronorus

. I‘Mnororlannsm/sanepxxa IIOJIOBOTO CO3PEBAHMA.
+ Ckonmmos.

* [lucnnasus raso6empennnix CYyCTaBOB.

¢ 3ajiepKKa yMCTBEHHOTO 1 TICUXOPEYEBOTO Pa3BUTHSL.

¢ OrcraBanue B 0CBOEHMN HABBIKOB 061elt 1 MeTKOIT MOTOPMKM.
JnarnocTuka

¢ MeHOTHIIMYECKIE JaHHbIE,

¢ MonekynspHo-reneTudeckas auarHocTika

Auddepennmanshas quarnocruka

¢ [lpyrue popmbr oxxupenus.

Jleyenune

Cumnromatuueckoe nevenne

¢ [luera c orpanmyenyem JKUPOB Y YITIEBOJIOB.
¢ Hootporsr.

¢ 3aHATHA C TOTOMIENOM.

¢ JIOK, maccax.

¢ llpu orcraBanum B pocre — tepamusi I'P B mose 0,033 mr/kr/c
(1 mr/m*/cyT).

CIVIOHHOCTD K Iepeenianiio (Yalie NpOsBseTCs K 2-M
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LHa# HU3KOPOCOCTb

Jienias osupoBatHas Gusideckas Harpyska. N
' annie CTCPOMHbI oA (bopMVIPOBaHMﬂ BTOpM‘{HbIX IT
|

: eer MecTo
(b IIMHCTBE CTydae — CIOpajMyecKye Crydan; TakoKe MM )
' BaHME.
UM 110~ IOMUHAHTHOE, X-CIIeIVIEHHOE PeLieCCUBHOE HACTIEN0
jieproe coorHomenme — 1:1.

WO | TIATOTeHe3

p(:MepHO TI0/IOBMHA CTyd4aeB 06yCcnoB/IeHa M}’T:::;ZMI;I Br ei:esﬁgfj
B tprm - cc Hg:ea;Zm;LyMéyeiximoro KOMIIIEKCA Kore-

5 i 0

! i'.‘m::;z’ nf;f:lfyﬁo If:]'(rze:HeYSMC3 (10-s1 XxpOMOCOMa), KOTOPbIN TAKKE
WlpyeT ofHy U3 CyO'beIMHNI] KOTe3MHA. T

| paje cnydaeB Ipu u1/1ToreHeTmqecx()MbI :

Wi PO/ TUIMKALMIO TIOKYCOB q25-q29 xpomoc .

{vecKas KapTHHA s
+ Manudecraiys — Mepuoji HOBOPOXAEHHOCTI, panmze i o
»KKa pocra (co
uyTpobHas 3ajiep
+ BoipakeHHass BHYTP .
(epeMeHHOCTH), HU3KME MAcca Tefa i POCT MpI PO
(DenoTUMIMIECKE 0COOEHHOCTH. pamen, Gpasedbanin,
+ UepenHO-MLEBOM mucMopdusam  (MUKpoLe ; paREjeT
€CHUIIbI, KOp
JMHHBbIE 3arHyTbIe P
cpocuecst 6poBu, It IERR: ok &
ufnpoxax TIepeHOCHIIA, BHIBEPHYTbIE KHApYXU HOSAPH, e H;; T
jsst ry6a, ONMyIEHHble KHU3Y YTOMKU pTa, HUSKO pacr
: >
JUACTIIACTUYHbIE YUIHbIE PAKOBUHDI, MI/IKpO(I‘HaTI/[H). e o
UTOZIAKT
KucTu ¥ crompl (0N ;
+ AHOMaMMM Pa3BUTUA e
[OJTHOTO OTCYTCTBIS KOHEUHOCTH, OpaxuMeTaKapIms I mac s
é B d
+ Totuueckoe HEGO, paciienHa HEGa, HApyIIeH e IPOpesbl
+ MpamopHas KOXa, TUTION/Ia3Ns COCKOB, rmnepr(;/[xos.
7 — 130-140 cMm.
+ OrcTaBaHue B pocTe, KOHEIHBIN POCT 130-1
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OXpOMOLUTOMA

19. OEOXPOMOLMTOMA

)74 — Vi UIepTo-
[1py OTCYTCTBUM JIEUECHUS JleTaIbHbII MCXOJ BCIECTBME TUIIEP
p y

MHCYIbTA.
HIUECKOTO KpK3a, . i
# |lpu HeajieKBaTHON IPeIoIepalMOHHON TOATOTOB PPk
31, HeyIpaBisieMble reMoMHaMITdecKye Hapyul

>

Yacrora — apTepuajbHas

Yacrora XMpyprudecku mopTBepKIEHHBIX Ciy4aeB peoxpoMoriul

; - “ I'MIIOTE€H
CpEM IeTeN € apTepHanbHOl IUIlepTeHsuest coctasser 0,8—1,7%.

0IHO3
+ [Ipn CBOEBPEMEHHOM [[MAarHOCT

¢peoxpoMOLUTOMBI — 6naroanﬂTHbM(;CTaBe CHH/IPOMa/IbHON TaTOTIO-
OMOIUTOMBI B C
¢ [Ipu Hammauu deoxp

ne
eBpeMeHHOE JIedeH

e HabmoeHne 1 CBO

ruu TpeOyIOTCs TIOXKNSHEHHO

KOMIIOHEHTOB APYTUX CHHPOMOB.

)78
3Tnonorua v narorexes MKe U JIedeHMy M30/MPOBAHHO

Haue Bcero umeer Mecto 106pokadecTBeHHOE 06pasoBaHue 13 XPOM
bunHBIX K7TeToK. B merckom BO3pacTe BO3HMKHOBEHNME (eoXpOMOIMIL
Hallle acCouMMPOBAHO C TEHETUYECKN JIeTEPMUHMPOBAHHBIMY 3260/TeBal
mu. Haubonee gacrere us vux:

¢ CUHJPOM MHOXXECTBEHHBIX S9HIOKPUHHbBIX HEOIUIa3uii (M3H IIa 1
MO3H 116 tuma);

¢ Heitpopubpomaros I Tuma;

¢ cunppom dou Xummens-JIunpay.

B nacrosmiee Bpems usBectHO emie okono 10 T€HOB, aCCOLMMPOBaH|
c (beoxpomounTOMoﬁ. Ilo 10% C/Ty4JaeB BO3MOYKHA MaJIUTHU3 AL,

Knunnyeckas kaptuna

BOXXAIOLIAsICSA TOJIOBHBIMU 60}1}IMI/I, TaXMKapaus, MOTAUBOCTD, TOI
HOTa.

* Y nereit (5o 15% cmydaeB) MOXeT BBIABIATHCH 6eccumnToMHuas
HOPMOTeH3MBHasA HeoXpoMOLUTOMA.

IuarHocTuka

¢ Vlceneosanns yposreit MeTanedpuuoB u HOpMeTaHepPUHOB B CYTO!
HOJT MOYe.

¢ KT, MPT.

¢ Ilposenenve cumuTnrpadmm '¥MeTun6eHsunTyaHuMHOM.
¢ Y peteit 06513aTeNbHO UCKTIOUEHIE KOMTIOHEHTOB cuuppoma Gon
nens-/Inapay, MOH Ila n 116 tunos.

Jleyenne

Xupyprudeckoe ypanenue o6beMHOr0 06pasoBanus mocie npeznBapi
TE/IbHOI NPeoNepaIMOHHOI MOATOTOBKM Q- 1 B-anpeno6okaropamm.
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BUKpOMOLMTOMA

= MPT)
Pie. 19.3. MaparaHrYoMbl Mpy CMHAPOME dou Xunnens-JnHaay (

Puc. 19.2. leBouka 11 ner ¢ HeMpPodN6POMaTo30M | TUMa: MHOKeCTBEHHbIE MUTMEHT-

Hble NATHA LBeTa «Kode C MONOKOM», GpeoxpomoLToma, npexaeBpeMeHHOe MonoBoe
pa3ssuTyie (B aHamHese), dypyHkynes
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20. NEPBUYHDIA TUNEPANbAOCTEPOHU3M

Ileps 7

4 PBIMIHBIN runepanbpocreponnsm (I1TA) — CUMIITOMOKOM

OBJI 7 i1 /A
zopm €HHBIN M36bITOYHOI CEKpenyen anbJocTepoHa KIy6bodKkoBoll
HaJT0Y€YHNKOB, U IPOs i1 2
BIIAIOLIMIICS HUSKOPEHU 7 )
. HOBOI apTepui
TMIIEPTEH3NEN B COYETAHUM C TUTTIOKAIMEMITeit &

AHOCTHKE

+ [raccugeckuMyt TabOpaTOPHBIMM — KPUTEPUAMM  IMATHO3A [1ITA
JMESTIOTCS: TUTIOKAIMEMMs, IOBBINIEHHDI YPOBEHDb aIbJOCTEPOHA
W HM3Kas AKTUBHOCTH PEHMHA IUIA3MBI, IOBBIIIEHNE A/TbIOCTEPOH-
[PEHMHOBOTO COOTHOIIEHMS BBIIIE 950.

+ O6s3arenbHO MpOBEEHNE KT obnmacTy HaJIIOYeIHNKOB.

~ Bcem geTAM ¢ monTBepxjeHHbM III'A, OTATOUEHHBIM CeMeJTHbIM
AHAMHE30M M OTCYTCTBMEM a/|leHOMBI HAJIOYEHHNKA, MpH KT
[TOKa3aHO TeHeTUYecKoe MCCIeNOBaHMe reHa CYP11B2 pjisi MCKIIO-
YeHMs TIOKOKOPTUKOU-3aBUCUMOiT GOpMbI IITA.

~ [lpu OTCYTCTBMM JAHHBIX 32 a[CHOMY TNpH KT u wuCKIOYeHnn
[/IIOKOKOPTUKOWJ-3aBICUMOL (pOPMBI [ITA moka3aHO TPOBEJEHNE
CPaBHMTE/ILHOTO CENEKTHUBHOIO BEHO3HOTO 3abopa U3 Hajnoyey-

Yacrora

IITA — 7
> PENKO BCTpeYaeTcs y fieTeli, B HACTOsIee BPeMs HeT YeT
BIX O 4aCTOTE ero pacHpOCTPaHEHHOCTH.

3THonorusA n natorexes

Anp -
% n}}g\cmpon popynmpyiomas agenoma (o 30-50% cpemy Beex ¢
) obycnoBrena comarmueckumu MyTalUMAMU B TeHAX
HUKOBBIX BEH.

Neuenve

¢ [Ipu BbIABTIEHUM OFHOCTOPOHHETO [ITA (anbEOCTEPOHIIPOAYLMPYIO-
ilas ajeHOMa HAJIOYeYHNKA U OFHOCTOPOHHAA HA[IOYETHMKOBAA
rVITepIIasus) ONTUMATbHO XUPYPIUIECKOe TEICHNUE.

« [Ipy  JBYCTOpOHHeli TMIEPN/asuy PEKOMEHAOBAHO Ha3HA4YeHME
AHTArOHMCTOB MUHEPATIOKOPTUKOUIHBIX PELENTOPOB.

¢ [Inis1 MaLMEeHTOB C I/IIOKOKOPTUKOM/3ABUCUMON (pOPMOi [TT'A onTu-
Ma/bHO Ha3HadeHMe IIIOKOKOPTMKOUJOB B MMUHMMAIBHBIX J103aX,
MOJJePKMBAIOIMX ypoBHY A]l 1 Kanisi Ha HOPMA/IbHBIX SHAUCHMAX.

Pa:nnqa}o'r cnepyromue ¢popmor IITA.
* Anmbgocre
AOCTEPOHNIPOAYLMPYIOIIAs a/IeHOMA KOPbI HA/ITIOYEYHIKOB — ff
nocrepoma (cuuapom Konna). |
¢ I[lepn 7
! PBIYHBIN aNbI0CTEPORN3M, 00yCIIOBNeH b HubbysHOl W
. 1_Iosou TUIIepIUIasyeli KOpbl HalO9eYHNKOB,
epBu 7
" PBIHHDIN INTICPaIbA0CTEPORN3M, TONAB/IAEMbII ITIOKOKOPTHKOM
AM (cemerinas HacnencTBeHHAS dopma) |
¢ AnbpiocrepoHnpony ,
LMpYIoias KapLuHOMa
L fIporto3
« TIpn oguocropoueii [TTA nocne MpOBENIEHHOro XMpYyprudecKoro je-
YeHusA MPOTHO3 6/IaronpusTHBINA.
+ TIpu fiBycTOpOHHMX (POPMAX, HECMOTPs Ha MPOBOIMYIO TUIIOTEHSIE"
HYI0 TepaIiio, HEPEIKO BOSHUKAIOT BTOPHIHbIE CEPACTHO-COCYANCTHIE

Knuunveckas kapruna

OGycnosnena nossimentbiv AJl 1 rumokamemyeii:
# rO7I0BHbBIE 60MIN; '
¢ 6bICTpast yTOMIAEMOCT;
¢ HOCOBbIE KPOBOTEYCHMS;
*
HENEePEHOCMMOCTD (PU3NYECKIX HATPY3OK;
¢ yJallleHHOe MOYeHCITyCKaHMe;
# MbIlIeYHas C1TabOCTb.

Y IoYe4yHble OCTTOXHEHNA.
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21. TANEPUHCYNTUHU3M

JICHHBI TUTIEPUHCYTUHNSM — rpymnma 3aboeBaHmMil, XapaKTepn-
X0 HeajleKBaTHOM rumepceKpelyeit MHCYIMHa B-K/meTKaMy TIOfKEITy-
JKe/ie3bl, UTO IPUBOJUT K PasBUTIIO TUIIOT/IVKEMUN.

10 000 1:50 000 XMBBIX HOBOPOXIEHHBIX.

puraums

I} 3aBUCUMOCTY OT TEYEHVA.

- '[pansuTopHbIC.

~ [lepcucrupyromue.

+ I} 3aBHCUMOCTY OT MPIIMHDI BO3HUKHOBEHMUA.
JleheKTHI TEHOB, Y4aCTBYIOLX B perynsnun cexpennu MHCY/IMHA:
MyTal[U/ TeHOB KCNJ11, ABCC8, GCK, GLUD1, HADH, UCP2, INSR,
HNF4A, SLC16A1.

- CunjpomanbHbie GOpMBL:

<> CMHIpOM Bexsura-BupemaHa;

4 cuHApoOM Alepa;

<> cMHAPOM CoToca;

< cunppom Kabyxu;

< BpOKieHHbIe fleeKTbl [IVKO3U/TMPOBAHNA.

OCno)KHeHWs BHYTPUYTPOGHOTO 1 [1epUHATaIBHOTO TIEpHOJIOB: ac-

dukcust mpyu POXKACHUM, mmabertnueckas QeronaTus, 3BYP, BHY-

TpuyTpOGHBIi CEnCHC.

+ B 3aBUCUMMOCTH OT Mop(bonomqecxoﬁ ¢opmsI.

— JnddysHas.

— (doxanbHas.

P nc. 20. 1. A”bﬂo |ep0H| IpO,q n 0 A or IyXOJl Ha MOYEeYHUK, I
C
yu py wa b A a (K )

MpaBsas

HaanoYeyHn ‘ JleBas
BeHa Kosaz f HagnoyeyHu

BeHa

|

nosnas BeHa |

Puc. 20.2. C
- 20.2. CxematuuHo
KOBbIX BeH € M300paxeHne cenekTMBHOro 3abopa Kp
OBV U3 Haamnoy
ey

KnuHnueckan KapThHa

+ Tlepcucrupyromme M peuuanBUpyome IUTIOT/IMKEMUI C TIEPBBIX
et/ Hepenb/eT JKU3HM, TIPOSAB/IAIONMECS CYAOPOTAMIL, TUTIOfMHA~
Myteil, TOBBIIIEHHbIM aNNeTUTOM, MBILLegHOi TunoToHMel (y HOBO-
pOX(JlCHHbIX).

+ Bbicokast TOTPeOHOCTD B JOTALNN poko3sl (6ornee 8 MT/KT/MUH).

& MakpocoMus Ipu POXKACHIN (60mee 50% CTydaes).

+ TIporpeccupyiommit Ha6op N3OHITOYHON MACChl TEMA.



