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Cunapom lIBaxmana-/laiimonaa (SDS) — ayTocoMHO-peliecCHBHOE PACCTPOIiCTBO, XapaKTepHu3ylolieecs
HEeJ0CTATOYHOCTHIO IK30KPHUHHOMH (GYHKIMH MOIKeTyT0UHOI sKesle3bl M HeJOCTATOYHOCTHI0O KOCTHOI'0 M03ra, 4acTo
CBSI3aHHBIMH € 32/1ePKKAMHU HEPBHO-NICUXHYECKOT0 Pa3BUTHS H KOCTHBIMH AaHOMAJIMSIMH.

HccaenoBanus nokasauu, 4ro SDS o0yciioBiien myranusimu B rede SBDS. /lanHas cTaThs sB/IseTCS NPOEKTOM
PeKOMeHAalHii 10 IMATHOCTHKE U OLlCHKe AaHOMAJIMii BHYTPEHHUX OPraHOB H CHCTEM, 2 TAKKe Je4eHHI0
reMaToJOrH4ecKHX, NAHKPeaTHYeCKHX, MMIIeBbIX, CTOMAaTOI0THYEeCKUX H HEBPOJOTHYECKUX 0CJI0KHeHu . B cTaTbe
NpeACTaB/IeHbl HOBelillne PeKOMEHAAUH N0 JHATHOCTHKE U JICYCHUIO 3200JIeBAHHA H 0TPaXKEHbI NOCIeHHE
JOCTHKEHHSI B IOHUMAHUH €r0 FeHeTH4YeCKOii 0CHOBBI U KJIMHMYECKHX NPOsABJICHHIi, 0CHOBAHHbIC HA COBMECTHOM
oneHKe onbITHBbIX Bpaueii u3 Kanaael, Eponnl u CIIIA. Bo Bcex ciiyuasix, KOrja 3T0 BO3MOKHO, C/1¢J1aHbl BLIBOJbI,
noakpeniénnnie pakramu. Tem He MeHee, kKak U B ciIy4ae JTI00bIX IPYrHX peIKUX 3a0oseBanuii, 1anubie 0 SDS yacTo
He CHCTeMaTH3UPOBAHBbI. ABTOPBI OyAyT 6J1aroiapHbl YUTATEIAM 32 JI00ble KOMMEHTAPUH.

BBenenue
JleyeHue: KOOPAMHUPOBAHHAS MO/€e/Ib OKA3aAHUS MOMOLIH

Cunppom IlIBaxmana-/laitMoH1a, BiepBhie omucanHbiil B 1964 . [1-3], - MynbpTHCHCTEMHOE 32a00JIeBaHUE, IOPAKAOIICE
KOCTHBII MO3T, HOKEITYIOYHYIO JKelle3y, KOCTHBIN CKeJleT U Apyrue opransl. CI0KHOCTh KIMHHYECKOTro (eHoTHna,
PEeaKOCTh 3a00JIeBaHuUs U HEJOCTaTOK MAcIITaOHBIX MCCIIEOBAHUM 3aTPyIHSIOT IPUHSATHE PELICHUH 110 BEICHUIO
nanuenToB. [lociaenuuii goknag o KOHCEHCYCHBIX pexoMenaanusx o CIIJI 6sur ony6aukoBan B 2002 r. [4]. OTkpbITHE reHa
SBDS B 2003 r. [5] mpuBeo k U3MEHEHUIO JUarHOCTUYECKUX ToKa3aTenel. Tenepb Bo3MoxkHa JuarHoctuka SDS no
ananmu3y JIHK eme no ¢popMupoBanus nojaHON KIMHNYECKOH KapTHHBL. JlabHele KITMHIYeCKre HaOII0ICHUS U TIePBbIe
pe3yabTaThl UCCIIEI0BAHUN SKCIIEpUMEHTAIbHBIX MOJIeNIel oKa3aiy, 4yTo MyTauuu reia SBDS 3arparuparor mupokuit
CIEKTp (QyHKIUIA, B pe3ysIbTaTe 4ero ObUI IepecCMOTPeH KIMHUYeCKHi GeHoTnn u crektp Oojes3Hel denoseka. B wactHocTH,
10 BCEH BEPOSITHOCTH, /10 CUX I10p HEJOCTATOYHO YUYTCHBI TAKUEe HEHPOKOTHUTUBHbIC IPOSIBICHUS, KaK HApyLICHUS
noBesieHus U 00ydeHus. MHoroo6pasue nposieieHnii SDS roBopuT o He0OX0JUMOCTH COTJIACOBAHHOTO
MEKIUCIUIUIMHAPHOTO MOJX0/a K Je4eOHoi padoTe. KOHCEHCYCHBIC pEeKOMEHJAINH, [IPE/ICTABICHHBIC B 3TOM JJOKYMEHTE,
ocBellas pa3nuHbie acnekTsl SDS, crocoOCTBYIOT paHHEMY paclo3HABaHUIO, IPO(QHIAKTUKE U JIEUEHHIO O0Ie3HH, U
HalleJICHBI HA YITy4IIeHHe KauyecTBa JieueOHOH paboThI.

O6mue npusnaku SDS

Cpexnu OCHOBHBIX NPOsiBIIeHUH SDS BBIIENSAIOT HEAOCTATOYHOCTh KOCTHOTO MO3ra, HapyIIeHHEe 9K30KPHHHOH (QYHKINH
II0JUKEITY TOUHOI JKENIe3bl ¥ HEIPaBUILHOE PasBUTHE CKeleTa’ o KpoMe TOro, MOryT GhITh 3aTPOHYTHI IIEYEHb, ITOUKH, 305,
Mo3r i uMmyHHas cucrema® . Taioke SDS CBA3aH ¢ IPeAPACIIONOKEHHOCTHIO K MECIIONUCILIACTHIECKOMY CHHIAPOMY
(MDS) u nedixemun® 41, SDS — penKuil HaclIeACTBEHHBIN CUHAPOM KOCTHOM HelocTaToOuHOCTHU. [1o mpeaBapuTenbHbIM
OLIGHKaM, 4aCTOTa BO3HUKHOBEHUs 3aboseBanus coctapiset 1/76000. [17] Xots SDS siBnsieTcst 3a607€BaHUEM C 2y TOCOMHO-
PELIECCUBHBIM THIIOM HACIIEJOBAHUS, 3apPETHCTPUPOBAHO B 1,7 pa3 GoJblie NAalMeHTOB MYXCKOTO I10J1a, 4eM jkeHcKoro. [10]

I'emaTtosiornyeckue nposiBjaenusi. Camasi yacrasi reMaToJIOIHYECKas IaTOJIOTHs, BOSHUKAOILAS IIOYTH y BCEX MMallUEHTOB U
JIMarHOCTUpYEMasi y)Ke B HEOHATaIbHbII r[c:p1/10z16‘18 - HeitTporieHusi. OHa MOXKET OBITh KaK MEPCUCTUPYIOLICH, TaK U
MEPUOIMYECKOIL, IPU KOTOPOIi cojiepikaHne HEUTPO(UITOB KOIEOIETCs OT YPE3BbIYAHO HMU3KOTO 10 HOPMAaJIbHOTO YPOBHS. Y
HEKOTOPHIX MAIMCHTOB HAOIIOAI0TCS HAPYILICHHUS MUTPAIlMK M XeMOTaKkcuca Hetpoduios npu SDS LI&19 A pemus ¢
HU3KUM YPOBHEM PETUKYJOLUUTOB HabIt0AaeTCs y 0Koio 80% MarueHToB. DPUTPOIMTHI, KAK MPABUIIO, HOPMOXPOMHBIC U
HOPMOIIMTAPHBIC, HO MOTYT OBITh U MaKpOIlI/ITapHI)IMI/IZO. ®deranbHbli reMorinodouH noseieH y 80% HaIlI/IeHTOBZI. Anemus,



Kak IpaBuiIo, beccuMnToMuasi. Bpemenamu Ha0moaaeTcst TpOMOOLUTOINICHNUS, C yPOBHEM TPOMOOLIUTOB MEHee 150x10°/m, a
TaKXKe TpeXJIMHEeHas LIUTONCHNUS.

OTMEUEHO HECKOJIBKO Cl1y4acB TSDKEIION aria3suu, Tpe6y}0meﬁ nepearBaHus KpOBI/I6'22’23.

Buoncuiinbiit 06pa3eu KOCTHOI'O MO3r'a, KaK IPaBUJIO, BBIMISIAUT 'MIOINIACTUYCCKUM, C IMOBBIIICHHBIM COACPIKAHUEM
)KPIpOBOﬁ TKaHI/IG’Zl, OJHAaKO TaKXKe€ BCTPEHAIOTCs 06p3.3L[I)I, Y KOTOPLIX HACBIIEHHOCTH KJIETKaMU B HOPME UJIU J1aK€ BbIIIC
HOpMLIlO'M. N HEKOTOPLIX MAallUEHTOB BCTPEUACTCA O,Z[HOHI/IHeﬁHaH TUIIOIJIa3usl, KaK IIpaBuiio, MI/IeJIOI/IZLHaS{‘)'IO. Yacto
Ha0I01aeTCs T'panyJionos3 CO CABUTOM B.]'IeBOﬁ’lo. Kak npaBuiI0, B O pPUTPOUIHBIX, MUCIIOUIHBIX U METraKapuonuTapHbIX
KIIETKax-npeAIEeCTBEHHUKaX 3aMETHbBL JIETKUE JUCIIIIACTUYECKUE HU3MEHEHUS, CTCIIEHb KOTOPbIX MOXKET BapbUpPOBATh.
OnHaKo BbIpaXC€HHast MyJII)TI/IJII/IHeﬁHaH JAucIuia3us BCTPEIACTCS PEKE U MOKET CUTHAIIM3UPOBATH O 3JIOKAYECTBEHHbBIX
U3MCHCHUAX CIIMHHOI'O MO3ra.

Hapymenue GpyHKIUH NOIAKeTYI0YHOI 5Kes1e3bl, IUTAHHE U 00/1€3HU NeYeH!

Knuanueckuii npuznax CLIJI (SDS)- HapynieHne 5K30KpHHHO (QYHKIIMHU MOIKETyA0YHOH JKelle3bl BapbUPYIOLeHCs
CTEIEeHHU TSDKECTH, KaK B COUETAaHUM C HapyIlIEHUEM IUIIeBapeHus, Tak 1 0e3 ero'’. Tucronoruyeckue uecnenoBanus
MOJKEITY TIOYHOM JKele3bl MOKA3bIBAIOT OOLIMPHOE 3aMENICHUE MTAaHKPEATHYCCKUX AllMHYCOB KHPOBOM TKAHBIO C
COXpaHEHUEM OCTPOBKOB JlaHrepranca u HpOT0K0B3’6. Hapyuienne GyHKINY MOHKETYI0YHOM XkKele3bl, Kak MPaBuiio,
JIMarHOCTUPYETCS B TEYEHHE NEPBLIX 6 MecseB ku3HU Wi (y 90% manueHToB) B T€YEHHE NIEPBOTo roja KU3HE . Cexpenust
JJIEKTPOJUTOB M )KUAKOCTH B MPOTOKAX OCTACTCS B MPEeIax HOPMbI, OJTHAKO CEKPEIUs MPOTCONUTHICCKUX HEPMEHTOB
CYIIECTBEHHO IIOHM)KEHA, YTO MPUBOIUT K CTeaTopee9’24. VY neteii crapiiiero Bo3pacta GyHKIHUS [OKETYI0UHOMN JKEIIe3bl
MOXeET yJIy4luThes cama o ceoe. K 4-netemy Bo3pacty noutu 50% malueHTOB NepecTaroT HYKAAThCS B MUIICBBIX
nobaBKax, coepKaux GEpPMEHThI MOKEYTOYHOM KeTe3bl, CCIIH aHAN3bI IOATBEPKAAIOT HOPMATH3ALUIO BCAChIBAHHS
)KPIpOBg. XOTs IPUUMHHO-CJICJICTBEHHBIH MEXaHU3M JTOr'O SIBJICHUS HEU3BECTEH, BCAChIBAHUE )KUPOB HOPMAIIU3YETCS C
roIaMH JIMIIb Yy YacTH MarueHToB. HecMoTpst Ha o0JerdyeHrne CyObeKTHBHBIX CHUMIITOMOB, KOJTHYECTBEHHOE UCCIICIOBAHUE
(bYHKIUH TIOJKENTY TOYHOI Kee3bl BRISIBIIIO Y BCEX MAI[EHTOB XPOHHMYECKUN HEJOCTATOK MAHKPEATHYECKOM cereuI/mg.

VY manenskux aereit ¢ CIIJI yacTo Bo3HuKaeT renaroMerainus. [IoBbIIEHHBIH ypOBeHb (PEPMEHTOB NIEUCHU B CHIBOPOTKE
KpoBH HaOroaercs y 75% NnanueHToB, Yale BCero y MIaJCHIeB U MAICHBKUX JIETeH, 1 HOPMAINU3yeTcsl C BO3PAacTOM. XOTs
MBI HE pacrojiaraeM JOCTaTOYHBIM KOJINYECTBOM JUIMTENILHBIX HaOmoneHuit 3a nanuentamu ¢ CIIJI, mo Bceit Buaumocty,
MEYCHOYHAs! HEJJOCTATOYHOCTh HE UMEET KaKHX JIM0O0 Cepbe3HbIX MIIN NMPOJODKUTEIBHBIX KINHUYECKH 3HAYUMBIX
nocneacTBuii”. Ciy4aeB XpOHHUECKON EUCHOUHO HESOCTATOUHOCTH B HEJABHHX HCCICIOBAHMIX He HAGII01aI0CH 2°.

CpeﬂHI/If/i BEC IIPU POKACHUU COOTBETCTBYET 25-My MPOUCHTUIIIO. Ha IIEPBOM roay KU3HU YaCTO MPOSABJIAIOTCSA [IPU3HAKHU,
Kak IpaBujio, NpeAEeCTBYIOUUE TUAarHOCTUKE: 3a/I€PIKKA POCTA, CBA3aHHAasA ¢ HEAOCTATOYHOCTbIO NUTAHUS. D10
O6yCJ'IOBJ'[€H0 Ppas3IM4YHbIMU q)aKTOpaMI/I, B T.4. HEIOCTATOYHBIM IMOJTYYECHUEM NUTATCIIBHBIX BECIICCTB (I/IHOFZ(a B COYECTAaHUU C
TPYAHOCTSAMHU C KOpM.]'IeHI/IeM), HEAOCTATOYHOCTBIO (1)yHKIlI/II/I HO,H)KGJ'Iy,HO'IHOﬁ JKCJIE3bI U YaCTbIMU I/IHq)eKIII/ISIMI/I6’1O. Bonee
YEM Yy NOJIOBUHBI MAIIMEHTOB IIOKA3aTEJIU pOCTa U B€Ca OIYCTHUIIMCh HUXKE 3-ro TMPOUCHTUIIA K IEPBOMY NHIO POKIACHUSA.
ITocne nuaraocTuku npyu aAC€KBAaTHOM JICHCHUU 0OJIBIIUHCTBO z[eTeﬁ JACMOHCTPUPYET HOPMAJIBHBIC TEMIIBI POCTA, HO UX POCT
U BEC OCTAIOTCSI CTAaOUIIBHO HIDKE 3-TO HpOHeHTI/IJ'[Hg.

I[pyrne NMposABJICHUS. CH_[I[ BBI3bIBAET TaKHe OOJIC3HU KOCTeﬁ, KakK Jucruiasus CKeJ’IeTa6’10’2773O 1 0CTEONOPO3 C HUBKUM

KOCTHBIM 06MCHOM31. HI/ICHJ’I&C&I/IS{ cKeJieTa 00bIYHO BbIpaXXacTcs B MeTa(bH?,apHLIX HU3MCHCHUAX TJIUHHBIX pr6‘{aTLIX KOCTeH
u pé6epH0-xpﬂmeBmx COGZ[I/IHGHI/Iﬁ (PI/IC 1), OJHAKO BCTPEYAIOTCA TAKIKE HEKOTOPLIC Oouiee PEAKUE KOCTHBLIC I1aTOJIOI'UH,
TAKHC KaK ZLO6aBO‘{HBIe WK CpocHIrecs nanLu5112’32. YV Bcex ManueHToB U3 HEeOOJIBIION rpynnbl Ha OIIPEACICHHOM 3Tale
MPOSABJIAINCHE HEKOTOPBIC IPU3HAKH MeTa(l)PBapHOﬁ JAucniia3vy, HO 4acTOTa U TEMII pa3BUTHS Ha Z[aHHLIﬁ MOMCHT
HeI/I3BeCTHI>IZ7.

Takke BO3MOKHBI 3a1103/1aJ10€ MPOPE3bIBAHUE KOPECHHBIX 3y6OB, JAUCIIIa3us 3y60B, TTOBBIIIICHHBIN PHUCK Kapueca 3y6OB,
3a00JIeBaHUs IrmapoaoHTa. B PEAKUX CIydasiX BCTPEYAIOTCS NAaTOJIOTUH ITOYECK, I'J1a3, KOXKHU, SIUYCK, 3H}10KpI/IHHOI71 TKaHH
HOZL}KGJ'IyZ(O'—IHOﬁ JKEJIE3bl, cepala, HepBHOﬁ CUCTCMBI U '{epeHHO-HI/IHeBOﬁ 06J'IaCTI/I6’10'33'34.

Kaxk nnarnoctuposars CIIJI?

VY GOJBIIMHCTBA MAIIMEHTOB B IPY/THOM BO3PACTE OTMEUACTCS 3aJiepKKa POCTa, TPYIHOCTH C KOPMIICHHUEM H/HJIH YacThie
nHdpekunn. KnuHnveckuit 1uarno3 oObIYHO CTAaBUTCS B TCUCHHE MEPBBIX JICT )KU3HH, HO B HEKOTOPbIX ciydasx CIIIJI moxeT
ObITh OOHAPYIKEH Y JICTCH CTApIIETro BO3pAcTa U JaXe Y B3POCIBIX.

JList Toro, 4TOOBI YCTaHOBHUTH JUArHo3 (Tabimna 1), HeoOXoIuMO: a) 3aperuCTPUPOBATH XapaKTepPHOE HapyIICHHE
IK30KPHHHOI (YYHKITHH [0DKEITYIOUHOMN JKe/Ie3bl X FeMaTOIOrHYECKHIE NaTonorun =% 1 6) HCKIIIOYHTS BCE H3BECTHEIE
MPUYUHBI HAPYLIIEHHS 3K30KPUHHON QYHKIMU MOJKEITYA0YHOM JKelle3bl U HEeIOCTaTOYHOCTH KOCTHOTO MO3Ta.

Ba)xHO MCKJIIOUNTBH KHCTO3HBIH (UOPO3 (caMast yacTasi MpUYMHA IAaHKPEATHIECKON HEJOCTaATOYHOCTH) TECTOM Ha
coZiepXKaHHe XJIOPHA HATPHs B TOTOBOM JKUJKOCTH; CHHAPOM [TupcoHa (HEZ0CTaTOYHOCTh (DYHKIUH IOKEITy JOUHOM
JKeJe3bl ¥ [IUTOICHHS, KOJIBIIEBUHbIE CHAEPOOIIACTH B KOCTHOM MO3Te U BaKyOJIH3HPOBAHHbIE SPUTPOUIHEIE 1 MUEIOUIHBIE
KJIIETKH-IIPEIIIECTBEHHUKH ); XPSIIEBO-BOJIOCSHYIO THIIOIUIA3UIO (Mapest ¥ IUTOIEHH s, MeTau3apHas XOHAPOIUCILIA3YS,
yalre BCTPEUaeTcsi B HEKOTOPBIX U30JMPOBAaHHBIX MOIMYJIALUIX, HAIPUMEp, Y aMHUIlIeil) U IpyTrue HacIeICTBEHHbIC CUHIPOMbL
HE0CTaTOYHOCTH KOCTHOI'O MO3ra (HalpuMep, BPOXKJCHHBII TUCKEepaTo3).



Pucynok 1. Oco6ennoctu ckesietTHoii pentrenorpaduu npu CIIJI. (A u B) Koporkue pepa ¢ BbIpazkeHHOI
JKCKaBalueldl W paclIMpeHHBIMH NMepPeJHNMHM KOHIAMHU (0TMeYeHbI CTPEJIKAMM) HA PEHTTeHOBCKOM cHuMKe 11-
Mecs4HOro pedenka. (C) Ha komnboTepHOii TOMOrpaMMe BHHA 1eOpMHUPOBaHHAS IPyAHAS KJIETKA ¢ KOPOTKUMH
peGpamMu U 3KCKaBalueil, a TakiKe AaHOMaJbHO PACIIHPEHHbIE pefepHO-XpsileBbIe COeJUHEHUS (0TMEYeHbI
crpeakamu). (D) Hupokuii Ta3, KOPOTKUE NOAB3A0IIHbIE BIAJAMHbI, BAJIbI'YCHOE I0JI0KeHUE LIeeK 0epa U IMPOKHUe
NnpoKcuMaIbHble MeTagu3bl OePeHHBIX KOCTEH Ha PpEeHTITeHOBCKOM CHUMKe Ta3a 11-MecsiuHoro pedenka. (E)
Boipa:kenHble MeTau3apHble H3MEHEHHS U M0JI0CHI YIJIOTHEHHOI KOCTHOH TKaHU B 0epax u KoJieHsax 14-1eTHero
peGenka. BeencTBue Hapy’KHOI0 OTKJIOHEHHUS r0J1eHH ObLI NPOBE/IeH MeIHaIbHbII reMudnuduseones Npaporo
JAUCTAJBLHOIO 0T/AeNa 0eApa. Y CTaT0CTHBIH MepesioM J1eBOro AUCTAIbHOrO o1/ea 0eapa (orMedeH crpeikoii). (F)
IIupoxue meiiku 6eapa ¢ naTojorueii Meragu3apHoil CTPYKTYPbI H YCTAJOCTHBIN NepesioM MeTadu3a JieBoii meiku
Oepa (0TMe4YeH CTPeJIKOii).

Taoauna 1. Knuanyeckue u MOJIEKYJISAPHbIC THATHOCTUYECKNE KPUTEPUHN

HI/IaFHOCTI/I‘{eCKI/Ie KpUTEpUU



KnuHudeckuii 1MarHo3 CTaBUTCSI HA OCHOBAHUM COBOKYIHOCTH I'€MaTOJIOTHYECKON IUTONCHUH JII000ro BU/a (Yalle BCero
HEWTPONICHUN) U HAPYIICHHS SK30KPHHHOM (QYHKINH MOKEITy IOYHON JKeTe3bl.

Bo03MOXHBI clie1ytoliye reMaToJ0rH4ecKue OTKIIOHECHUSI:

a) Heitrponenus <1.5 x 109/, BbIsIBICHHAS KAK MUHUMYM JIBaXK]IbI 32 MOCICTHIHE MUHUMYM 3 MecCsIIa;
0) TMIONPOTYKTUBHAS IUTOTICHUSI, BBISBJICHHAS KaK JABAX/IbI 32 MOCIEIHIEC MUHAMYM 3 MecsIla.
[Ipu3Haku, MOATBEPKAAIOUINE THATHO3, HO TPEOYIOIINE TOMOTHUTEIBHBIX JOKA3aTEIbCTB!

a) CTOMKU NOBBIIIEHHBIN YPOBEHb IreMorno0uHa F, BbIABIEHHbIH Kak MUHUMYM JIBRXK/IbI C IPOMEXKYTKOM Kak MUHUMYM 3
MecsLa;

6) cToiKui MaKpOLHUTO3 SpUTPOLUTOB, BBISIBIICHHBIHN KaK MUHUMYM JBaX/bI C IPOMEKYTKaMH KaK MUHUMYM 3 MEcs1a, HE
UMCHOIIIHI Zprl"OfI OTHUOJIOTUH, TaKOW KaK reMOJIN3 WM HEXBATKa MTUTATECIIBHBIX BEIIECTB.

ﬂI/IC(I)yHKL[I/IIO HOZ[)KeJ'IyZ[O‘IHOfI JKEJIE3BL MOKHO AUAarHOCTUPOBATh Ha CIEAYIOINX OCHOBAHUAX!

a) TTOHWKCHHBIN YPOBE€Hb (bepMeHTOB HO,H)KGJ'IyZ[O'{HOﬁ JKEJIE3bI C YYETOM BO3pacTa [(beKaJ'H)HaH 3JlacTa3a, TPUIICUHOI'CH
CBIBOPOTKH KPOBH, (1/130-)aM1/1na3a CBIBOPOTKH KPOBH, J1MIla3a CbIBOPOTKH KpOBI/I].

[Ipu3Haku, DOATBEPKAAIOIIKE JUATHO3, HO TPeOYyIOIUe JOIOIHUTEIbHBIX 10KAa3aTe/IbCTB:
a) aHOMAaJIbHOE COJIepaKAaHUE XKUpa B 72-4acoBoil mpobe kana;
0) MOHWKCHHBIH YPOBEHb KaK MUHHMYM 2 )KHUPOPACTBOPHMBIX BuTaMuHOB (A, D, E, K);

B) IPU3HAKHU JIMIIOMATO3a MO/ KEITyIOYHOM xene3sl (HanpumMep, BoiaBieHHble Bo BpeMs Y3U, KT, MPT unu menuko-
[aTOJIOTUYECKOTr0 UCCIICA0BAHUS M10JKEITYA0UHOM JKelle3bl IPU 1aTOJIOr0aHaTOMUYECKOM BCKPBITUH).

HekoTopsle 10onoaHUTENbHBIE KOCBEHHBIE TPU3HAKH, OJAKperusitone quarno3 CHII:
a) MaTOJIOTHH KOCTEH;

0) NOBEICHYCCKUE PACCTPOMCTBA;

B) HAJIM4YME POACTBEHHUKA IIEPBOil cTeneHH ¢ paHee quarnoctupoBanHbiM CLIJT.

Jlpyrue npuuuHbl HEAOCTATOYHOCTH ITOJDKEITYJOUHOH KeJIe3bl JJOIDKHBI OBITh UCKIIFOYEHBI, 0COOCHHO B CIIydae
OTpULIATEIBHOrO pPe3yJibTaTa aHalu3a Ha MyTauuu reia SBDS.

MonexkyasapHasi JHATHOCTHKA: Ouajlie1bHasg MyTanus reua SBDS

ITonoxurenbHbIC PE3yIbTaThl aHaIM3a KaK Ha JOKa3aHHO BPEAHBLIC MyTalluu reHa SBDS, TaK U Ha MyTalluu, BPEIHbIC 110
MIporuo3aM, HaripuMep € MOMOIIbIO MOACIUPOBAHUSL OCJIKOB WJIK CHCTEM JKCOpPECCUN MYTAaHTHOI'O SBDS

Buumanue:

YacTo BOHUKAIOT CUTyalluy, KOTa Y HAJIMYUU KIMHUYECKUX CUMIITOMOB MOJeKyIapHbli auarno3 HE noareepixnaercs:
- Her BoraBnenHbIX MyTanuii (oxono 10% ciyuaes)

- Myranus TonbKo B OHOM ajuielie

- Panee Hen3BecTHBIC BapHaliK HYKICOTUIHOM HOCea0BaTenbHOCTH reHa win HE deHoTumuueckas mocie0BaTebHOCTb:
HOBasi MyTallUs, HalpuMep, NpeAckazaHHOe U3MEHEHUE C yTPATON CMbICIIA, OTHOCUTENILHO KOTOPOTO €111€ HEBO3MOMXKHO
rpeJicKa3arth, BeI3biBaeT 11 oHo CIIIJI.

- omumopdusm SBDS xoTst 661 B 01HOM ajutene u3 AByX. Bo3M0oxHO, HEOOX0IMMO IPOBECTH UCCIIEI0BAaHHE CPEAN
OOJIBIINX IPYHII HACEICHHS, YTOOBI ONPEEINTh, UMEET JIH ITOJUMOP(U3M HOCIESJ0BATEIbHOCTH I'eHa IUarHOCTHIECKOe
3HaYyCHUE.

@DeHoTHIT SK30KPUHHON (PYHKIMH MOKETyTOYHON KeNe3bl

JlmarHocTUpOBaTh HAPYUICHUS S9K30KPUHHON (YHKIMH MOJKETyTOYHON KeNe3bl JOBOIBHO CIIOKHO,
T.K. OOJIBITMHCTBO TECTOB JIJIs ONpeeNIeHUs QYHKINN TOPKETyJOUHON JKeJe3bl He 00J1aaroT
JOCTATOYHON YyBCTBUTEIBHOCTHIO U CIEHU(DUIHOCTHIO. DTO OCIOKHIETCA TEM, YTO HOUYTH y
nosoBHHEI manreHToB ¢ CLU/I pyHKIMS moIKeTy T09HON Kele3bl YIyqIIaeTcs ¢ BO3PACTOM.
CHMITOMBI HapYLICHNUS MTUIIEBAPEHIS MOSIBIISIOTCS TOJBKO B TOM CIy4ae, eCiIi S9K30KPHUHHBIE
pe3epBHI MOPKETYJOUHON Kele3bl y)ke ncuepnansl Ha 98%. T.e. pe3ynpTaTsl aHanmm3a 72-4acoBoit



poOBI Kajia MOTYT OBITH B HOPME, HECMOTPS Ha CYIIECTBEHHOE HapyIIeHHE (DYHKIINH allHHAPHOTO
OT/IeTIa TIOJKEITYJOYHOM JKeJe3bl. TepMUHBI HeJOCTATOYHOCTh MO IKeIy10uH0i sxene3sl (HIDK) u
JIOCTaTOYHOCTH MO KETy10uHO skene3sl (JII12K) Oplam BBeIeHBI HCKYCCTBEHHO, UTOOBI pa3IndaTh
nanuenToB ¢ HIDK, Hyxmarommxcs B MAMIEBHIX J00aBKax ¢ (hepMeHTaMHU TOKEITYIOYHOH KeIe3bl, U
nanuenToB ¢ [AIDK, pecypcbl momskenyso9Hoi jxene3sl KOTOPBIX TOCTOSTHHO COKpaIaTes 6e3
KJIMHUYECKUX MPOSBICHUN HAPYLIIEHUN NUILEBapEHUSL.

ITo 3TMM npuYMHAM NpHU OLICHKE JAHHBIX MALIMEHTOB ¢ IpeanonaraeMeim auarnozom CIIJ] pekoMeHayOTCs
anbTepPHATHUBHBIC MTOAXOIBI IS TOJTBEPKACHHUS MaHKpeaTudeckoi nucdynkiuu. KonnenTparus
CepOJIOTNYECKUX (PepPMEHTOB ITOPKEITY JOYHON JKEJIe3bl SBIISETCS IT0JIE3HBIM MapKepOM ITaHKPeaTH4eCKOTo
¢enoruna y nauurentos ¢ CIIJI. V mauuentos ¢ CIIJ u HITXK nHabmogaeTcst HU3Kas KOHIEHTpAIUS
NMMYHOPEaKTHBHOT'O TPUIICHHOTE€HA B CHIBOPOTKE KpoBH (< 6 Mr/n). Oqnako y nauuentos ¢ JAITK
KOHLIEHTPALHSI CEPOJIOTUUECKOT0 TPUIICHHOT€HA OOBIYHO MPEBBIIIAET 6 MI/JI, a y OJJHOH MATOH NallMeHTOB C
JIDK n3MepeHHast KOHIIEHTpALUs COBIAAAET ¢ HOPMAIbHBIMU 3HaYCHUAMU. TakuM 00pa3oM, HU3KUIl ypOBEHb
CEepOJIOTNYECKOr0 TPUIICHHOTEHA IOMOTaeT ONPeIeINTh NaHKpeaTHUeCKUi peHOTHII, 0THAKO HOPMAaJIbHbIH
Ioka3aTelb He HCKIII0YaeT HapylIeHne 3K30KpUHHON (QyHKINY Mo KeTyJ09HOil xkene3pl. Hanportus, y
naruenTos ¢ CIIJI Bcex Bo3pacToB HaOMI0faeTCa HU3Kask CepOIornyeckast akTUBHOCTh M30aMIIIA3EI
IOJKETYJOYHOI JKele3bl, He3aBUCHMO OT MaHKPeaTHUeCKOro CTaTyca WM KOHLEHTpAIuK TpUlcuHoreHa. K
COKaJICHUIO, CEPOJIOTHYECKYI0 AKTUBHOCTh M30aMUIA3bl HENb3S UCIIOIb30BaTh B KAYECTBE €AUHCTBEHHOIO
Mapkepa nankpearndeckoro ¢genoruna CIIJI, noToMy uTo BeIpabOTKa H30aMHIIa3bl CBUJIETEIBLCTBYET O
XapakTepe IMOCTHATaJIbHOTO Pa3BUTHUS B 3aBHCUMOCTHU OT BO3pacTa. Y 3JJOPOBBIX AeTeil HabIoaaeTcs Hu3Kast
KOHIIEHTpAIUs MaHKpeaTu4eckoil n3oamuinassl (kak y manueHToB ¢ CIIIJT), koTopast MOBBIIIAETCSA U JOCTUTAET
II0Ka3aTeJIei B3pOCbIX IPUMEPHO K TPEXJIETHEMY BO3DAacCTy.

UToOBI IPEOA0IIETh JaHHBIE OTPAHUYIECHNUS, CEPOIOTNIECKUN TPUIICUHOTeH, H30aM1iIa3a U BO3pacT ObLIH
BKJIFOYEHBI B IPUHITUI JUATHOCTUKH MaHKpeaTHueckoro ¢peHoruna CII /] ¢ ucnons3oBanueM metona Jlepesa
Knaccudukamun u Perpeccun (CART), u306perennoro Breiman ef al.’’ 3a uckimoueHreM MalueHTOB MIa e
TPEXJIETHETO BO3PAcTa, AAaHHBIN MPUHIHUI TOMOT 3((HEeKTUBHO Pa3TPaHUYUTh KOHTPOJIBHYIO IPYyMITy U
MAIMEeHTOB C MOATBEPKIACHHBIM KIMHUYecKuM auarnozom CLI/I.

MOHO pacCMOTPETh HECKOJIBKO aTbTEPHATUBHBIX HEMHBA3UBHBIX MOJXO0I0B Ul yCTaHOBICHUS MU
UCKJIIOUEHHsI MaHKpeaTHuecKo AucyHKINY, BKIIOUas MHOTOMepHbIe CHUMKH (ynbTpa3Byk, KT nmu MPT) nns
00OHapyKeHHs )KUPOBOT'O MEPEPOIKACHHS TOIKEITYA0UHOM JKele3bl U KOHLEHTpaMU (eKaIbHOro epMeHTa
IaHKpeaTHYecKoil aracTassl WM xuMoTtpuncruHa. Konnentpanus gpekanpHol anacta3sl MeHee 200 Mr/T cryna
CBUJIECTENBCTBYET O CEphe3HON AUCHYHKIMHU MOIKEIyI0UHON XKeTe3bl, a ypOBeHb (eKanbHOH amacTassl < 100
MI/T MOXET TOBOPHUTH O HApyIIEHHH MUIEBAPEHUS U3-32 9K30KPUHHON HETOCTaTOYHOCTH MOKEITYA0YHOH
xene3pl. MccnenoBaHus 3KCKPELUH XKUpa ¢ KaJIOM HalpsIMyIO CBHAETEIbCTBYIOT O CEPhE3HOCTH HapyIIEHHUs
afcopOIMHy, HO, Kak OBIJIO CKa3aHO BBIIIE, OHU HE YKa3bIBAIOT HA KOHKPETHYIO MPOOIeMy MMOAKeITy 10UHON
AKeJe3bl, eCIIM 0OHapyKEeHO HapyIlIeHHe aACOpOLMHU XKUPA.

MeTon «30J0TOr0 CTaHAApTa», MOAPa3yMEeBAIOIIUI IPsIMOe U3MEPEHHE ITAHKPEaTUIECKOI CEeKpeIH C
UCIOJIb30BaHUEM MeP(y3UOHHOTO UCCIENOBAHMS KUIIEYHOT0 MapKepa A KOJHUYECTBEHHOTO ONpeIeNeHus
XPOHHPOBAHHBIX HAKOIJICHUH IOy TOUHOTO COKA BO BpEMsI TOPMOHAJIBHBIX CTUMYJISIIUIN
XOJICLIUCTOKUHUHOM M CEKPETHHOM, O3BOJIMII MOJYYHUTH MTOJIE3HYI0 HHPOPMALINIO O MaTO(HU3HOIOTHH
SK30KPUHHOM MOKENyA0YHOM kene3bl. TeM He MeHee, STOT KOMIUIEKCHBIN HEMHBA3UBHBINA TECT UTPAET
HE3HAUUTENIbHYIO POJIb B KITMHUYECKUX YCIOBHIX U MIPEUMYIIECTBEHHO UCIIONb3YeTCs TOIBKO B
HCCIIeI0BATENbCKON AeaTeNbHOCTH. He pekoMeHIyeTcs HCI0Ib30BaTh allbTepPHATUBHBIE HEKOIMUECTBEHHBIE
MeTOBI cOopa ceKpelrit, BKJIoUasi 0TCAChIBAHUE MOIXKETyJOYHOTO COKa C TOMOIIBIO AYO€HOCKOIA MIIN
OJIHOTIPOCBETHOTO YOJEHAILHOIO 30H/(a, TaK KaK OHU AEMOHCTPUPYIOT 3HAUUTEIbHYIO BApUATUBHOCTD
pe3yIbTaToB, U MPUOIM3UTENBHO 25% naruenTos ¢ JJIDK ¢ HU3KkuM maHKpeaTHu4eckUM pe3epBOM MOTYT OBITh
omub04HO KiIaccu(UIMpPoBaHbl kak nanueHTsl ¢ HIDK.

I'emaTonoruueckuit peHOTHUI



I'emaTonoruueckuii (heHOTHUI Yalle BCEro XapaKTepH3yeTcs IepHOANIEeCcKOl U MOCTOSIHHOW HeHTponeHueH,
HO IIPU ATOM YacTO HaOI0aeTCsl HUTONIEHHUS APYTUX MOCIeI0BATENbHOCTEH KPOBSHBIX KIETOK. THIHYHBIMU
MPU3HAKAMU TaKXKe SBJISIOTCS MAKPOLUTO3 IPUTPOIUTOB, BEICOKUI YPOBEHb reMorinobuna F u runonmnasus
KOCTHOT'O MO3ra pa3JIu4HOH CTEIEHHU.

PexomenyeTcs uccieoBaHIEe XPOMOCOMHBIX Pa3phIBOB C MIPHUMEHEHHEM AUSMOKcHOyTaHa u MuToMuIuHa C
JUIs UCKNTIoueHHs aHeMuy DaHKOHH, 3a HCKIIIOUEHHEM CIIydaeM, KOT/la aHaMHe3, OCMOTp U HadalbHOe
obcnenoBanue SBIAIOTCS cpeacTBamu nuarnoctuku CILJI. JIns nepBoHAYaNbHOM OIIEHKHM OCHOBHBIMHU SIBIISIIOTCS
IIyHKIHSA KOCTHOTO MO3ra 1 OHOICHS, KOTOpPhIE JOKHBI BKIIOUATh OIIEHKY HACHIIIEHHOCTH KIETKAMHU,
nuddepeHIman, coaepxKaHue jKene3a U MUTOTeHeTUKy. LluToreneTnueckue moxkasarea KOCTHOTO MO3Ta,
pasusle i (7q) unu del (20q), ckopee Bcero, cBa3ansl ¢ CIIJI. MccnenoBanus B 06J1aCTH BUPYCOJIOTHU
(mampumep, Bupyc OnmreitHa-bappa, nutoMeraaoBupyc u napsosupyc B19) MoxxHO paccMaTpuBaTh B KauecTBe
KJIMHUYECKH YCTaHOBIICHHBIX AJISI UCKIIIOUEHUS IPYTUX CIydaeB NOJaBIIEHHs JeSITeIbHOCTH KOCTHOTO MO3Ta U
HEBO3MOXXHOCTHU Pa3BUTHS.

CxeneTHbIl peHOTUIT

XapakTepHble CKeJIeTHbIe aHOMAJIUU B COUETAHUU IeMaTOJIOTHYeCKUMHU UIIH TaHKPEeaTHUeCKUMH aHOMaIHIMU,
BeposiTHee Bcero, ABsroTea npusHakoM CILJI. Koctraa aucmnasus CIIJ] xapakTepusyeTcs HeOOIbIIUM
pOCTOM, 3aMeJIEHHBIM IPOSIBIIEHHEM, HO IOCJIEAYIOIUM HOPMAJIbHBIM Pa3BUTHEM BTOPHUUYHBIX LEHTPOB
OKOCTEHEHHUSI, & TAK)KE IIEPEMEHHBIMU MeTa(U3apHBIMH PACIIMPEHUSIMH U HEPAaBHOMEPHOCTSIMH, KOTOPbIE Jale
BCEro HaOogaoTca B 00s1acT pedep B paHHEM JAETCTBE U B 00JIACTH MIPOKCUMAIBHOM U AUCTaIBHON

10,27

6eqpeHHOl KOCTH B 0oJiee MO3/IHEM JIETCKOM H MOJIPOCTKOBOM Bo3pacTe. ' B penkux ciydasx mopakeHue

CKeJleTa MOXKeT ObITh OYeHb CEPhE3HBIM, C COMYTCTBYIOIIMME PACPOCTPAHEHHBIMH KOCTHBIMU AHOMAIHAMI
Xots co BpeMeHeM MeTadu3apHble M3MEHEHUS YaCTO CTAHOBSITCS HE3aMETHBIMH U HEBKHBIMU C KIIMHUYECKOM
TOUYKHU 3pEHHUs, OHU TaKXkKe MOTYT IPOTrPecCUpOBaTh U MPUBOJUTH K Je(opMaIui KOHEUHOCTEH, 0cOOEHHO 4acTo
B oOacTu Gesiep U KOJICH, WIIM YCTaJIOCTHBIM IepesnioMaM Ieitku 6eapa. [Tomumo MetadusapHoi
xouapoaucmnasuy, CIIJ{ cBA3aH ¢ paHHUM OCTEOMNOPO30M, XapaKTePU3YIOIUMCS HU3KOI KOCTHOM Maccol 1

OCTEOIOPOTHUECKUMH TePeTOMaMH [O3BOHOYHHKA" .
Jpyrue KIMHUYECKUE NaHHbIE

Heb6omnbmoit poct ¢ nnu 6e3 HapylleHUs MUTaHUA Takke ABIseTcs xapakrepHoil yeptoit CHIJI. I'enaromeranus
C HE3HAYUTEIbHBIMU WX CPEAHUMHU OMOXMMHUYECKHIMH aHOMAIUSMU NI€YEHU YacTO HAOMI0aeTcs y MIIaJIeHIIEB
u ManieHbkux nerei ¢ CIII.

MonexynspHble uccaea0BaHUA

Tax xak auarsoctupoBaTs CIIIJ] B KIMHHUECKUX yCIOBUAX OOBIYHO OBIBACT TPYAHO, a MAIUEHTHI MOTYT
HAXOAUTHCS HA CTaAUU OOJIE3HHU, IPH KOTOPOH ellfe HeT OUeBUAHBIX KIMHUYECKUX IPU3HAKOB HEJOCTaTOYHOCTU
MOJKETYJOYHOI JKele3bl, peKOMEHTyeTCsl IPOBOAUTH UCCIIEeJOBaHUS Ha MyTaluio reHa SBDS B OonbIIMHCTBE
WM BO Beex MpeanonaraeMsix ciydasx (Tabmuma 1). IIpuMedarensHo, 4TO pe3yabTaThl UCCIEAOBAaHUN
MyTaIU{ MOTYT OBITh OTPHIATENbHBIMU Y Ipubau3utensHo 10% nanuentos ¢ CIIJl 1 4TO B HEKOTOPBIX CEMBbSIX
ObUIN BIEpBble 00OHApYkeHBI MyTanuu SBDS.

Kak KOHTpPO/IMpOBATh NALMEHTA MOCJe MOCTAHOBKY IMAarHo3a?
PexoMenoBanHble 0a30BbIE HCCIEA0BaHUs yKa3aHbl B Tabnuie 2.
TI'emaTonorus

I'emaTonoruyeckast OI[CHKA JODKHA BKIIFOYATh OOIIHi (TOHBIN) aHAIN3 KPOBHU, CPEIHEE TeMaTOKPUTHOE YHUCIIO,
Ma30k nepudeprnueckoil KpoBH, muddepeniman, aHaiu3 peTUKyJIOUTOB, YpOBEHb reMorinoouta F u
KOaryJorpaMMy B Cllyuae KIMHHYECKUX CHMIITOMOB kKpoBoTedeHus. Eciu ects nogo3penue Ha CLIJ nmn
JIUATHO3 MOATBEPK/CH, VIS 6a30BOTO OCMOTPA PEKOMEHIYETCSI TPOBECTH Ma30K MyHKTAaTa KOCTHOT'O MO3ra,
OMOIICHUIO U IIUTOTHHETUYECKYIO OLIEHKY (cM. pazzaen [V).



IMonHbIi aHANU3 KPOBU — OCHOBHOH MapaMeTp, KOTOPbI HE00X0AUMO KOHTPOIUPOBATE: AT CTAOUIBHBIX
MAIMEeHTOB €ro HaJ0 MOBTOPATH Kaxkable 3-6 MecsleB. JIroOble KITMHUYECKHE OCTIOXKHEHNUS, BKIIIOYas PELIUIUBBI
HHGEKINH, CHHAKH, aCTEHUIO U 0JIEAHOCTh, MOTYT TOTPe0O0BAaTh NIPOBEIEHHS JOMOIHUTEIBHOTO aHAIN3A B
IMIPOMEKYTKE MEX/y 3aIUIaHUPOBAaHHBIMU 00CJIeIOBaHISIMH. L{eh MIaHOBOTO aHAIN3a — OMPEAeNIUTh 0a30BbIil
mpo¢UIb TallUEeHTOB, OLIEHUTh PUCK HH(EKIUU U, BO3MOXKHO, OIPEAETUTh XapaKTepPHbIE YePTHI, CBSI3aHHBIE C
JeGUIMTOM UTaHUs, TAKUMH Kak qeduiuT sxene3a mwin ¢onata, a Takke 00HapyKUTh Pa3BUTHE aHOMAIHUI
KOCTHOTO MO3TI'a, TAKHX KaK Cepbe3HOe NMOpakeHUEe KOCTHOTO MO3ra, Muenoauciiactuueckuit cuaapom (MC)
UJIH JeHKEeMUsL.

Korzaa npoucxoauT peryssipHblid penuuB nHEKIuii, HeoOX0IMMO ITPOBEPUTh YPOBEHb HIMMYHOIJIO0YJIMHA 1
MOCTBAKIMHAJIBHBIX aHTUTE C LIEJIbI0 UCKIIIOUEHHS COIYTCTBYIOIIEr0 HMMYHOAe(DHLINTA.

Cucremarudeckas oleHKa HEHTPOPHIFHOTO XeMOTaKCUCa He SIBIIETCSI HE00X0AUMON IPU OOBIYHOM
HAOIIOACHUY MAIUCHTOB.

[Tomxenynounas xenesa.

Kak Tonpko nmosiBuniocs nogospenne Ha CIIJI, unu auarao3 ObUT HOATBEPXKICH, PEKOMEHYeTCs IPOBECTH
00BEKTUBHOE HCCIIE0OBAaHKE JUIsl OLEHKH (DYHKIMH IOJDKeTy10uHOit xene3bl. s onpenenenus HITDK wnu
JIDK aHanu3 KOHIEHTPAIHH CEPOIOTHUECKOr0 TPUIICHHOT€HA MOXKET CIIOCOOCTBOBATh BEISICHEHHIO CIIeTyroIei
uHpOpMaLUu:

(a) Ecnu 3HaueHus He BBISBICHBI WM MaJibl, A5 HoaTBepkaeHus craryca HITDK MoxHO poBecTu 72-yacoBoe
HCCIIeIOBaHHUE IKCKpeLnH kupa. Tak kak B OOJNBIIMHCTBE CIy4daeB 3a00JIeBaHNEe JUATHOCTUPYETCS y MIIaJICHIIEB
u fieTel, noapoOHOe JOKyMEHTHPOBAHNE KOJHUECTBA MOTJIONEHHOT0 XKUpa (U APYTUX MaKpPOHYTPUEHTOB)
MO3BOJIHT ONpPENeNUTh K03 UIIHEHT acopOIUN Xupa 1 olliee ToTpebieHre KaTopuil.

(6) Ecnu 3naveHus paBHbI 6 MI/J 4 BbIlIe, HeoOxoaumo noarsepauth JAIDK ¢ momoripio 72-4acoBoro
HCCIIEeIOBAaHUS KCKPEINH KUPa, KaK OMUCaHO BhIlle. Tem He MeHee, MOCIeJHUE UCCIeA0BaHuUs AIUEHTOB C
KHCTO3HBIM (pUOPO30M MOKA3aJH, YTO Pe3yIbTAaThl IOBTOPHBIX UCCIICAOBaHMA KO3 PULIHeHTa aIcOpOLIUH KUpa
YacTO CHJIBHO Pa3HATCA.

(B) U3mepenue conepkanus GpekaabHOM d1acTas3bl WM XUMOTPUIICHHA IIUPOKO UCTONb3yeTcsl B EBpone B
KauecTBe aJIbTEPHATUBHOIO MOKA3aTeNsl HEJOCTATOUHOCTH IOIXKETYJOUHOM KeJe3bl, XOTsI OHO He OBLIO0
MOATBEPKACHO Yy 60biero konuuectBo nanueHTos ¢ CIIJI. V Hero ecte TeopeTHUECKHE TPEUMYIIIECTBA B
KayecTBe 0cO0Oro TecTa MaHKPeaTuIecKoil PyHKIMK, HECMOTPS Ha TO, YTO aICOPOLIUS KUPA MOKET OBITH
aHOMAJIHOH B ciyuyae 3a00JIeBaHuil, He CBA3aHHBIX C MOJKENTyI0UHOH JKeNe30, TAKUX KaK [NII0TEeHOBas
00JIe3Hb.

Heo6xonumo onpenenats 6a30Bble YPOBHU JKUPOPACTBOPUMBIX BUTAMUHOB (A, D, E) u nporpoMbuHOBOE BpeMms
KaK CypporaTHslii Mapkep craryca BuTamuHa K. Huskue 3HaueHus ciefyer CBA3BIBATh C pe3ylIbTaTaMU TeCTOB
(YHKIUY TOHKENyI0YHOH jKeJe3bl, U UX Heo0X0auMo MoBTopsATh A nanuentoB ¢ HIDK npubnusurensHo
4yepe3 Mecsll Iocje IpoBeaeHus (PepMEeHT03aMeCTUTENbHON Tepanuy. Hen3MeHHO Hu3kne ypoBHH Ha (oHe
(epMeHTHOI! Tepanuu NOTpeOyI0T UCIONb30BaHUS J00aBOK XKUPOPACTBOPUMBIX BUTaMIHOB. Habmronenue 3a
YCBOEHHEM KHPOPACTBOPUMBIX BUTAMHUHOB JTOJDKHO IIPOBOIUTHCS, IO KpaiHeil Mepe, pa3 B TOA U MOXET
BKJIFOYATh IapaMeTpsl koarysinuu (o0yciosieHHble BuTaMuHOM K), Korna HaGmo1at0TCs KIMHUYECKUe
CUMIITOMEI.

Taﬁmlua 2. Knuanyeckne ucnbITaHUS Ipu MOCTAHOBKE TUArHO3a U Haﬁ.mouemm

JIJ1si TOCTaHOBKYU TUarHo3a Jlns HaGnroneHus
I'enetuka
Myrtauus rera SBDS (Tect moxer Ha Ja, ecu He IPUMEHSAIIOCH s
OBITh TIPEVIOKEH YIEHAM CEMbHU- MIOCTAaHOBKH JTUarHo3a

JIOHOPaM reMOTOdTHYECKHUX
CTBOJIOBBIX KJIETOK)




I'eneTnyeckas KOHCYIbTAIIHS
(ureHaMm ceMbU MOXKET OBITh
MIPEATIOKEHO MOJIEKYJISIPHOE
HccieI0OBaHUe JIJIsl CKPUHUHTA
HocuTteneil)

I'emaTonorus U IMMYHOJIOTUS
ITonHbIl aHAanU3 KPOBU
IlyHKIMS KOCTHOTO MO3ra u
6uomncus

YpoBHHU xene3a, Gponata, B12
VYporuu Hb F

VYposnu IgG, IgA, IgM
IMocTBakMHANBHAS CEPONIOTUS
JInmornurapuslil GenoTun
TectupoBanue HLA

I'actpoanTeponorus

DepMEHTHI OIXKEIY JOUHOM JKENE3bl
(BBIOOp OCHOBAH Ha MECTHOI
JIOCTYTIHOCTHU: CEPOTOTHUECKHIH
TPUIICUHOT€H, H30aMuiasa, 72-
4acOBOE UCIIBITAHUE SKCKPEIIUU
KHpa, acTasa U T.1.)

YKupopactBopuMble BUTaMHHEL A, D,
E u npoTpoMOIHOBOE BpeMs

(cypporar ans ButamuHa K)

Jpyrue BUTaMUHEI U
MUKPOHYTPHUEHTBL

Buoxumus neuenun

CHHMKY MOJHKENYI0UYHO JKese3bl
OHAocKONUA

Ckener, pocT

OreHKa pa3BUTHS: POCT, BEC U
OKPYXHOCTb TOJIOBBI

O0cnenoBaHHe CKeleTa
Jencuromerpus

YX0A 3a HOJOCTBIO pTa U 3y0amu

OreHka pa3BUTHS U
HeHpO(U3NOTOTHIECKOTO COCTOSHUS

Ha
Ha

Ha
Ha
Ha

110 KIMHUYCCKHM ITOKa3aHUAM

Ha

Ha

Ha

YiabpTpa3Byk (OprOIIHOI MOIOCTH)

110 KIMHUYCCKHM IIOKa3aHHUAM

Ha
Ha

Ha

2-4 paza B rozt
Kaxmawie 1-3 roma uiau mo
KINHUYECKUM MOKa3aHUsIM

110 KIMHUYCCKHM IIOKa3aHHUAM
110 KIMHUYCCKHM ITOKa3aHHUAM
110 KIMHUYCCKHM IIOKa3aHHUAM
110 KIMHUYCCKHM IIOKa3aHUAM

1 mecsi mocne GepMEeHTHOH Tepanuu
MIO/IKETYJOYHON Kee3bl, MOToM 1-2
pasa B rof

110 KIMHUYCCKHM IIOKa3aHUAM

110 KIMHUYCCKHM IIOKa3aHUAM

Exeroano

0 KITMHUYECKUM MOKa3aHUAM
Ba3oBele o0crenoBaHus: OIUH pa3 B
MEePUOJI 10 HACTYIUIEHUS IOJIOBOH
3penoctu. [locnenyromee
HaOJI0IeHUE: OIUH pa3 B IEPHOL
II0JIOBOM 3pEIOCTH, 3aTEM 110
KIMHUYECKUM MOKa3aHUAM

OmuH pa3 B TOA U M0 KINIMHUYECKUM
MOKa3aHUAM

CraHaapTU3UPOBAHHBIN CKPUHHHT
pa3BUTHSL:

MuiaieHYeCcTBO/ IOIIKOIbHBIH
BO3pacT: HEUPOPHU3NOTOTHIECKas
OIleHKa: B Bo3pacte 6-8, 11-13, 15-17
JeT.

YMCTBEHHBIE CTIOCOOHOCTH
Buumanue, BKiIrouas pabouyio




aMsATh, yCTOMYUBOE U
pacIpelieleHHOE BHUMaHUE
YpoBeHb peun

WuTerparus BU3yanbHbIX U
MOTOPHBIX (PYHKITHH U CKOPOCTH
HcnonaurensHble GyHKIUU
AxanemMuueckas yCIeBaeMocTh

poaurenei)

poaurenei)

Ceityac HeT OIyOIMKOBAaHHBIX PabOT MO JO3UPOBKE H0OABOK MaHKpPEATHUIECKUX (PEPMEHTOB JUIS MAIlUEHTOB C
CII w HITXK. Bonee Toro, cymecTByeT Majo OIyOJIMKOBaHHBIX AaHHBIX 00 3 deKkTHBHOCTH
(depMeHTO3aMecTUTENBbHON TepanuH. 1o 3Toi mpUYHHE MOXKHO PacCMOTPETh OIyOJINKOBaHHbIE PYKOBOJCTBA MO
JICYCHUIO MALMEHTOB C KUCTO3HBIM (PHOPO30M.

[IumeBoii craryc

V nereii ¢ nuarnoctupoBanHbIM CIIIJ] 06b14HO HMEIOTCS HapyIIeHus nuTanus. [1o 3Toi mpuunze
peKoMeHayeTcd TIaTenbHas 6a30Bas OLIEHKA POCTa, Beca U aHTPOIIOMETPHUECKUX AaHHBIX. [Ipu BBegeHun
COOTBETCTBYIOIIEH Teparuy HapyIlIeHUs MUTaHUA HE00X0IUMO KOPPEKTUPOBATh K F0JJOBAJIOMY BO3PACTY.

Koctu

[Ipu mocTaHOBKE IMAarHo3a peKoMeHIyeTcst oocieaoBanre ckeaera. HabmoieHue oCHOBBIBaeTCS Ha
WHIUBUAYATbHBIX KINHUYECKUX U PATUOTIOTUYECKUX JAaHHBIX. [{71s1 OMOXUMUYECKON OLIEHKH U OLIEHKU
IJIOTHOCTH KOCTHBIX MHHEPAJIOB CM. pa3Jied 0 KOCTHBIX MATOJIOTHUSX.

3yOsI

PeKOMeHﬂyeTCH €KeroJiHas OlcHKa, B UJAcaJI€ JaHTUCTOM, ABJIAIOIIUMCS OIBITHBIM OPTOAOHTOM U UMEIOIIUM
OIIBIT JICUCHUSA MapOJOHTO3a

HeBponoqueCKoe pa3BUTHC

Jna CIIJ cymiecTByeT o0Inast XapakTepHas cXeMa CIOXKHOCTeH B 00y4eHUH U noseaeHuu” . [1o 7ot NpUYUHE
BaXXHO HAOJII0aTh 32 HEBPOJOTHUECKUM Pa3BUTHEM U MOAJEPKUBATH ero. CTaHJapTH3UPOBAHHBIE NEPEUYHU
apaMeTpOB Pa3BUTHA JOKHBI HCIIOIB30BaThCA AJIS IJIAHOBBIX OI[CHOK MIIAJICHIIEB, MAJICHBKUX JeTel U neTel
JIOLIKOJIBHOTO BO3PAacTa ¢ OTCBUIKOH K CIIeIHaIucTaM (HalpuMep, pedeBas U I3bIK0Bast Tepamus, TpyAoTepanus,
HeAnaTp MO Pa3BUTHUIO, IICUXOJIOT TI0 Pa3BUTHUIO) IIpU HeoOXxoauMocTH. KoMmiekcHble HelponcHX0norndeckue
OILIEHKM IIOKa3aHbl B KaueCTBE MHHUMYMa, KOT/la peOeHKy HcnonHseTed 6, 12 15 ner, 11 ycTaHOBICHUS
COOTBETCTBUS PAa3BUTHIO MO3Ta U U3MEHEHUSAM OXKUIAHUH B IIIKOJIE.

I'emaTosioruyecKue 0Ca0KHEHHUS
OrnpeneneHue reMaToIOTHIeCKIX OCI0KHEHUH

Hapsany c HeliTponeHueil (naxe cepbe3HOit), KOTopast 0OBIUHO ABIsETCA 0COOEHHOCTHIO cuHApoMa [lIBaxmana-
Haitmonna, anemust (<7r/ma1 i 4.3 MMOJIB/T WM CUMIITOMAaTHYeckas ) u Tpombonuronenus (<20 X 109/m wmu
CUMIITOMAaTUYeCKas) MPECTaBIISAIOT COOOM TOTOIHUTEIbHBIE OCIIOKHEHUS, KOTOpPhIe TPeOYIOT OBICTPOIl OIIEHKH
U METUIIMHCKOTO PEIICHHUS.

KnaccuduupoBats pa3nudHbie (OPMBI TOPaXKESHUS KOCTHOTO MO3ra B ciy4ae ¢ cuaapoMom IlIBaxmana-
JlaitMOH/1a CITOXKHO, U 3Ta TeMa MaJIONOHATHA. B 11e710M IUTOreHeTHYeCKUe NCCIIeI0BAHUS TOJXKHBI
MIPOBOJUTHCS OTHOBPEMEHHO € MOP(HOIOTUYECKUMU UCCIIEOBAaHUSIMH. [IByMsI OCHOBHBIMU KaTETOPHSIMHI

[ToBenenue (caMoOOIIeHKA U OlL[EHKA

AnanTtuBHas qeATEIbHOCTH (OLICHKA




OCJIO)KHEHHS SIBIISIIOTCS alulacTH4ecKas aneMust (runonpoiudepaTuBHas LIUTONEHUs 0e3 IUCIUIaTHYeCKON
MOpGOJIOTHH U 00BIYHO O€3 KIOHAILHOM 3BOIIONUHN) U MUETIOAUCIIACTHYECKUI CUHAPOM (LUTONEeHHs 6e3
JIUCIUTACTUYECKOH MOP(HOJIOTUH 1 KJIOHAIBHOM 9BoJIoNNH). HecMoTpst Ha 910, GONBIIMHCTBO THITUYHBIX
cueHapues pa3puTus cuapoma IlIBaxmana-J[aliMOHAa OTIIMYAKOTCS OT CTAHAAPTHBIX OIPEAECICHUM,
YCTaHOBJIICHHBIX B COOTBETCTBUHU C kpuTepusimu Beemuphoit Opranusanueit 3npasooxpanenus (BO3), motomy
4T0 MOP(]OJIOrHsE KOCTHOTO MO3ra ManueHToB ¢ cuuapomoM llIBaxmana-/laliMoH/1a YacTo peTepreBaer
HeOoJIbIINe AUCIUIACTHUECKUE U3MEHEHHS B )PUTPOUTHOM, MUEIOUIHOM MIIM METaKapUOLIMTAPHOM psiiaX Jdaxke
IIPU OTCYTCTBUH KJIOHANBHBIX IUTOTCHETUYECKUX OTKIOHEHUI.

Armracthueckas aHeMHUs

4798 Taxkenas crenens 6one3Hu

ATUIaCTHYECKYIO aHEMHIO MOXKHO Pa3JIelIMTh HA YMEPEHHYIO U TSDKEIYI0
orpeJessieTcsl yMEHbIIEHHEM JABYM U3 TPEX 3HaU€HHH ()OPMEHHBIX HJIEMEHTOB KPOBH (PETUKYIIOLMTHI
<40,000/p1, TpomoormTel <20,000/p1, HefTpoduasl <S00/T) HA POoHE OUONICHH THITOIEIUTIOISPHOTO KOCTHOTO
Mo3ra (<25% HachIEeHHOCTh KileTkaMu uin <50% KpoBeTBOPHBIE KJIETKH) 6€3 3HAUUTEIbHOT0 (pubpo3a.
YMepeHHast 00J1e3Hb ONPEesieTCs IPU HECOOTBETCTBUU KPUTEPHSIM TSDKEIOro 3a00JIeBaHus, HO C KaK
MHUHHAMYM JIBYMSI IOHW)KEHHBIMU 3HAYESHUSIMU (POPMEHHBIX JIEMEHTOB KpOBH (peTuKyaouutsl <40,000/wr ,

TpomboruTel <40,000/pn, HelTpodunsr 1,500/wr) Ha GpoHe OHOTICHM THIOLEIUTIONIIPHOTO KOCTHOTO MO3Ta.

JlnarHocTuka ariacTH4eckoi aHeMUU OOBIYHO, HO HE BCEra, pacCMaTPUBAETCA MIPH OTCYTCTBUU KIOHAJIBHBIX
MUTOT€HETHUECKUX HapyUIeHUH KOCTHOTO MO3ra. ATUIacTHUECKasl aHeMHsI MOXKeT OBITh BpeMEHHOH (musmeiics
MeHee 3 MecsIeB) M MOXKET MPOA0JDKAThCS Oosiee 3 MecsIeB U CTaTh KIMHUYecKH 3HauuMoii (J.Donadieu,
HeoITy0IMKOBaHHBIE JaHHEIE).

KrnonanpHoe HUTOrC€HCTUYCCKOC HAPYIIECHNE B KOCTHOM MO3T€

KnoHanbHOE MUTOreHETHUECKOE HApYILIEHHE B KOCTHOM MO3T€ ONpeAessieTcs: ABYMsI UK O0JbIIe KIeTKaMH
KOCTHOTO MO3Tra (U3 ABaALATH) C OAMHAKOBBIMU XPOMOCOMHBIMHU MJIM IUTOTEHETHYECKUMU HAPYIICHUSIMH UIH C
HapyIIeHHsIMU B TpeX WK OoJiee KIIeTKaxX ¢ MoTepell TakoH e XpOMOCOMBI, Kak 00HapyxeHo G-03HIUHIOM;
WM UTOT€HeTHYeCKOoe HapylIeHue, 00HapyKeHHOEe aHaIU30M (IIyopecleHTHON rubpuansanueit in situ Ha
6oJiee BBICOKOI 4acTOTe, YeM HOMHUHAIBbHbBIE Ta00paTOPHbIE 3HAUEHUS, TAKXKe BbIIIE, YeM y KOHTPOIBHOTO
9K3eMILIIpa, KOTOPBII HCclleayeTcs mapaIeNibHO.

ﬂI/IaFHOCTI/I‘-ICCKI/Ie KPUTCPUU JJId MUCTIOAUCTIIACTUYECKOI'0 CHHAPOMA U OCTPOTO MUEJIOLIUTAPHOTO Jeitko3a

CaMbIM Ba)KHBIM COCTaBJISIOIIUM MHEJIOANCILIACTHYECKOTO CHHPOMA SIBIISIETCS UCIUIacTHIecKast Mopdoiorus,
cornacho onpenenerno BO3* . Omy6nukoBaHHbIe KpUTEPHH 10 MIEIOIUCIIACTHYECKOMY CHEAPOMY y AeTeit
BKJIIOYAIOT JBa U3 TPEX CIEAYIOUINX IMyHKTOB: XpOHUYECKas TPeXIHHeHHas IUTONEH s, 3HAaUUTEeNIbHAs
JIByXJHHEeIHas [TUTOIEeHHUs, KIOHAIbHOE IUTOTEHETHYECKOe HapyIIeHHe B KOCTHOM MO3Tre, KOJTHYECTBO
Mueno61acToB 5-29%***. Ho, mockonbKy UTOreHeTHIECKHE HAPYIICHHS, TAK %Ke KaK H Cabbe
JUCTIIIACTUYECKHE OTKIOHEHHs, BCTPEYAIOTCs Y HEKOTOPBIX 00NBHBIX ¢ cuHApoMoM IlIBaxmana-/laliMona Oe3
IpeBpalleHHs B MUETOLUTapHBIN JIeHiK03, MapKephl, KOTOPbIE OTIMYAI0T MUENIOJUCIIIACTUYECKUN CHHPOM OT
aruIacTHYeCcKoi (ha3bl, BCe ellle HeOJHO3HAUYHbl. MUeTOUTapHbIHN JIeiKk0o3 onpenenseTcss KOITHIeCTBOM
MHEeJI00IacTOB B KOCTHOM M03Ty >20% (BO3)* umi >30% (dpanko-amepUKaHCKO-OpUTaHCKAs
xnaccuduxams) .

Ha naHHBIIt MOMEHT CyIIECTBYET JIBE CUCTEMBbI KJIACCU(PHUKAIMH /TSI IETCKOTO MUENIOMCINIACTUIECKOTO
CI/IHILpOMa44’4S, HO MPOTHOCTUYECKAs: 3HAYMMOCTh CUCTEM elle He Oblna uzyueHa. O030p m/ITepaTyp1>147
MIOKA3bIBAET, YTO OOJIBHBIE C MUEIOJUCIIIACTUYECKUM CHHIPOMOM OOBIYHO UMEIOT KJIIOHATBHOE
IUTOTeHeTHUECKOe HapylleHrne B kocTHOM Mo3re (CMCA), MuenoaucniaacTH4eCKuil CHHIAPOM MIJIA OCTPBIH
MUEJIONUTapHBIN Jeitko3. Cpean TexX, y KOro ObUIH YCTaHOBJIEHB! KJIOHAJIBHOE ITUTOT€HETUYECKOe HapyIIeHUE B
KOCTHOM MO3Tre/ MUENOMCINIaCTUYECKHH CHHAPOM B JIETCTBE, MPpUOIM3UTENbHO Y 50% pa3BuBaeTcs siBHas
neiixkemus B Bo3pacTe oT 1 10 37 net. BaxHO, YTO My>XUHHBI COCTAaBISIOT 68% U 92% Bcex MallMEeHTOB C
KJIOHAJIbHBIM IIUTOT€HETHYECKUM HapyIIeHHEM B KOCTHOM MO3re/ MUEOAMCINIAaCTHYECKUM CHHAPOMOM 1

JefikemMue, COOTBETCTBEHHO.



[uTorenernueckue HapyieHus: koctHoro mosra 17(q) u del (20q) 10BONBHO YacTo MPOSABISIFOTCS IPU CHHIPOME
[IBaxmaHna-J/laliMOH/Ia, BCTPEUYAIOTCS HE TaK YACTO MPH IPYTUX 3JI0KAU€CTBEHHBIX HOBOOOPA30BaHUSAX WU
CHHIPOMAX TIOPaKEHHs KOCTHOTO MO3Ta, H MOTYT perpeccupoBath criontanuo' *. Dri ocobbie
LUTOTEHETUUECKHE N3MEHEHUS MOTYT ObITh OTHOCUTENBHO criennPuuHbIME T cuHapoma [1IBaxmana-
JlaiitMOH1a ¥ B OTAENIBHOCTH MOTYT He OBITh a0COJTIOTHBIM MPEJIBECTHUKOM 3JI0Ka4€CTBEHHOTO
HOBOOOpa3oBaHUsA. B 11e710M, HUTOreHeTHYECKUE HAPYIIEHUSI HEUeTKON KIMHIUUECKON BaYKHOCTH OOBSICHITHCS B

KOHTEKCTE MOP(OIOTHH KOCTHOTO MO3ra i KOJTHYECTBA GIacTHBIX KieTok 4

. Y HEKOTOPBIX U3 3TUX
MAIMEeHTOB Pa3BIIIACh Cepbe3Has aIla3us, y Ipyrux — 0ojee cepbe3Hoe KIOHANbHOE IUTOTeHEeTHUECKOe
HapylIeHHe B KOCTHOM Mo3re/ MHUeNoucIuiacThdeckuit cuapoM. Ilarmentsl ¢ cuaapomom llIBaxmana-
JlaiiMoH/1a Tax:ke MOTYT 0OHapy KHMBaTh IPH 00CIETIOBAHUYU CTAAUIO TPYAHO MOAMAIONIEIiCcs TeUeHUIO
uuronenny ¢ mucmaasueii’ M wru ¢ upesmepHBIM coepkanem 6I1aCTOB, HEKOTOPHIE H3 KOTOPBIX

IPOTPECCUPYIOT B OCTPBIN MUETOOIACTHBIN TeHKO3.

VY nanuenTtoB ¢ curapomoM llIBaxmana-/laiiMona ObLIM OMKMCAaHBI PA3TUYHbIE TUIIBI OCTPOT0 MUEIOOIACTHOTO
neiixo3za: M0, M4, M5 u M6. Octpas numdobaacTHas JelikeMus U IOHOUIECKUH MHEIOMOHOIIUTAPHBIN TeHK03
BcTpedanuch peako. MJI M6 oco6eHHO yacTo BcTpeualics y TanueHToB ¢ cuaapomoM IlIBaxmana-/laiiMona,
cocTaBisist npumepHo 30% ciydaeB kiaccuuuupyemMoit neiikemun. Taxke cooOLiaeTcs o cirydasx
3JI0KaU€CTBEHHBIX U3MEHEHHUH KOCTHOTO MO3Ta B MUEIOAUCIUIACTHUECKUI CHHAPOM H OCTPYIO TUM(pOOIaCTHYIO
neiixemuro npu nedenuu I'-KCD, Ho mpuYMHHO-CNIEICTBEHHAs CBA3b HE J0Ka3aHa. B ciryuasx, koraa neikeMus
cBsa3aHa ¢ cunapomoM llIBaxmana-JlaliMoH1a, IPOTHO3 HETATUBHBIM, €CIIU JIEYEHUE IPOUCXOJUT TOJIBKO
mocpecTBOM XxumuoTrepanuu. Ho 3a mociieiHee HECKOIBKO JIET, 6y1arofapst yIydlIeHHOMY pe3yabTaTy Mpu
TPaHCIUIAHTAlUU CTBOJIOBBIX KJIETOK Y AUEHTOB, IPOrHO3 cuHapoma IlIBaxmana-/laiiMoHaa ¢ BTOPUYHOU
JIeKeMHUEH 3HaYUTEIbHO YJIyUIIUICs, OAHAKO JAHHBIX BCE €LIe HE JOCTaTOYHO.

KonTtpons

B ciydae ceppe3HOIt MaHIUTONCHUU 00s3aTEIbHBI IIyHKITHS, OHOIICHUS U HCCIeJOBaHUEe KOCTHOTO Mo3ra. Ho
MOKa3aHMA CTaHJAPTHBIX Ma3KOB KOCTHOT'O MO3Ta U ITUTOT€HETHKH CIIOpHbI. Ha TaHHBIN MOMEHT B ciaydae
OTCYTCTBUS CEPhE3HOM IUTONEHUH IUTOT€HeTHUECKUH aHaIN3 KOCTHOTO MO3ra B LI€JI0M He TO03BONISET
IIPOTHO3UPOBATh pe3ynbTaT. Ho Hapymenus non-i(7q) XpoMOocoMsl 7, 0COOEHHO MOHOCOMUS 7, aCCOLIMUPYIOTCS
C TUIOXUMH pe3ylbTaTaMU U MOTYT BBIIBUTH IPOTPECCUPYIOMIUN MUETOIUCIIIACTUYECKUI CUHAPOM/OCTPYIO
MG 0oOIIaCTHYIO JISHKEMUIO WM Pa3BUTHE C PAHHUX CTaAMH MUENIOMCINIACTHIECKOTro cuHapoMa. Kpome Toro,
JUIsL KOHTPOJIS 3a MAI[HeHTaMHU, IOTyYaoUUMU JOITOCPOYHOE JIeUeHHE IPaHyI0IUTapHbIM
KOJIOHHECTHUMYJIHUPYIOMUM (haKTOPOM, MOXKET UIPaTh BaXKHYIO POJIb CHCTEMAaTUYECKOe [IUTOTEHETHYECKOe
uccinenoBanue koctHoro mosra (I'-KC®, cm. Huxe).

B o0meM, myHKIHS 1 OGUOIICHS KOCTHOTO MO3Ta peKOMEHIYIOTCS TP JHarHOCTHKe cuHapoMa llIBaxmana-
JlaiiMoH/1a, B cIydasx ¢ U3MEHEHUsIMH B 00IIeM aHallu3e KPOBe U €XKEr0JJHO Y IMallueHTOB, KOTOPBIE IIPOXOSAT
JIeYeHNE IPaHyJIOLUTAPHBIM KOJIOHUECTUMYIUPYIOMMM (akTopoM. [lanueHTam xe co cTabUIbHBIM
KJIMHUYECKUM CTaTyCOM U OOIIMM aHAJIH30M KPOBU (HE MPOXOSIIUX JIeUeHNEe TPaHyIOIUTapHBIM
KOJIOHHECTHUMYIHPYIOMUM (haKTOPOM) MMyHKIIMIO KOCTHOTO MO3Ta C IUTOTEHETUYECKUM HCCIEJOBAHUEM
pEeKOMEeHAyeTCa IPOBOIUT PETYISIPHO Kaxabple 1-3 rofa.

JleyeHHe reMaToI0rn4ecKuX U HH(PeKIMOHHBIX 0CT0KHeHU
Huronenun

TpomOouuTONEHUs ¥ aHEMUS MOTYT TpeOOBaTh COOTBETCTBYIOIIMUX XPOHUUYECKHX IePEeTUBAaHUN C Ha3HAUEHUEM
AKeNe30xesaToo0pasyrollel IporpaMMBl o KIMHUYECKUM MoKa3aHusAM. Ecny nokasaHsl nepeiauBaHus, TO
IPOAYKTHI KPOBU JOJIKHBI OBITH HPPATUHUPOBAHEL.

Kononuectumynupyromuii pakTop rpaHyIOHTOB

BonpIIMHCTBY MallMEHTOB KOJIOHHECTUMYIUpPYIOMmuil GpakTop rpanynonutos (I'-KC®) He Hy»xkeH u3-3a HU3KOTO
KOJIMueCcTBa MH(pEKINH. XPOHUYECKOE HCII0Ib30BaHUE KOJIOHHECTUMYIHPYIOIIEro hakTopa rpaHysIo0HuTOB



JIOJDKHO paccMaTpuBaThCs B CITyyae NOBTOPSIONINXCS HHBA3UBHBIX OaKTepHaNbHBIX M/MIH T'PHOKOBBIX
uHbpekui Ha GoHe Tsxenoit HelTponeHnu. Kononuectumynupyromuii ¢pakTop rpaHyJIONUTOB, KOTOPBIN HaeTcs
IIpu TIIyOOKOH U CTOHKOM HeHTponeHnHy, mokasai cBO0 3(h(heKTUBHOCTh B MOTyUYCHUH KIMHUYECKH OJIE3HOTO
HelfrpodunasHOro 0TBeTa. IlanueHThl MOTYT OTBEYATh HA JIEUSHHE TI0 IPEPHIBUCTON cXeMe ¢ HEOOIBIIUMU
JI03aMH KOJIOHHECTHMYJIHPYIOIIero hakropa rpaHyJIoLHUTOB (HapuMep, 2-3 MKI/KT Kakable 3 JHS), U
BBICOKHUE JIO3BI MOTYT Tpe0OBaThCS MOCTOSHHO. L{enbr0 JOIrocpoyHOro gedeHus ¢ ucnonb3oBanueMm G-CSF
SIBJISIETCSI HE MOJy4YeHHe HOPMaJIbHBIX FeMaTOJIOTHUECKHX MTapaMeTpoB, a MpoduiakTuka nHdeknuii. B caydasx
¢ pesucreHTHOCThIO [ -KC®D, cBs3aHHOI ¢ cepbe3HBIMH MHDEKIHSIMHU, HEOOXOANMO paccMaTpUBaTh
BO3MOXHOCTb TPAHCIUIAHTALIUU I€MATOMOATUIECKUX CTBOJIOBBIX KIIETOK.

AHIporeHs!

JlaHHbBIE O MPOLEHTE MOJIOKUTEIBHOTO KIIMHUYECKOT0 OTBETa Ha aH/APOT€Hbl y NAIUEHTOB C CUHAPOMOM
[IIBaxmaHa-/laiiMoHAa HenocTaTOUYHBI. HECKONBKO MMallMeHTOB MOIyYaiy aHAPOreHbl, U KINHUYECKUE OTBETHI
ObLIH 3aperucTpupoBanbl. Ho anIporeHsl He peKOMEHA0BaHbI TOBCEMECTHO KaK Tepanus MepBoil TMHUU IpU
CephEe3HBIX HAPYIICHUAX B KOCTHOM MO3Te y ManueHToB ¢ cuaapomoM llIBaxmana-/laiimonna. ComyTcTByOIIMe
HapyuieHus: paboThI IEYEHH, KOTOPBIE CAYYAIOTCs Y MAaMeHTOB ¢ cuHapomoM IlIBaxmana-/laiiMmonna, MoryT
MIPUBECTH K O0Jiee BEICOKOH TOKCUYHOCTHU MEUYEeHHU, YeM Ipu aneMun @ankonu. Microip30BaHne aHIPOTEHOB
JIOJKHO, BEPOATHO, OBITH MPEKPAILEHO ISl MAlIMEHTOB, Y KOTOPBIX HET CEPbEe3HOI'0 HAPYIIEHHS B KOCTHOM
MO3Te€ U JUIsl KOTOPBIX HE HAal/IeH JOHOP FeMaTONO3TUYECKUX CTBOJIOBBIX KJIETOK.

[Ipodunaktrka u neuyeHue nHPEKIUit

[ManneHTs! ¢ MHPEKIMOHHBIMUA 000CTPEHHUSIMH, BHITEKAIONIMMHU M3 NOBBILIEHHOH TeMIIepaTypbl WK IPYTHX
OCTPBIX CUMIITOMOB, JIOJI’KHBI OBITH OCMOTPEHBI HeMeUIeHHO. HekoTopble MarueHTsl MOryT IPOXOJUTh JIeUCHHE
OpaJIbHBIMU aHTUOMOTHKAMH, B TO BpeMsI KaK MAI[UEHTHI C TSDKEJION HelTponeHuel miu Te, y KOro MoryT ObITh
cepbe3Hble HH(EKINH, TOJKHBI OBITh TOCIUTATU3UPOBAHBI U IPOXOAUTH JICUEHIE BHYTPHBEHHBIMU
aHTUOMOTUKAMHU C IIUPOKUM CIIEKTPOM JeificTBUA 10 yiyduieHus. Bosmoxxnocts nedenus I'-KC® taxxe
JIOJDKHA PacCMaTPUBATHCS NMPH BOZHUKHOBEHUH MH(EKIUI y MAaIUeHTOB ¢ TsHKeIol HelfTponenueil. B ciyuasx ¢
MOBTOPHBIMU HH()EKIHIMHU UITH CEPbEe3HBIM XPOHUYECKUM CTOMATUTOM C IIyOOKOH HeHTponeHuel HeoOX0 uMO
paccMaTpuBaTh BOZMOXKHOCTE JuTensHoro geueHus [-KC® (cM. BoIme).

I'emmoparnyeckue coOBITUS

Ha ¢one TpoMOOIUTONEHNN TN HU3KUX BUTaMUH K-3aBUCHMBIX ()aKTOPOB CBEPTHIBAHUS KPOBU MOXKET
BO3HUKHYTh KpoBoTeueHue. Hebonbiue u cpefHee reMMOparudeckue COOBITHS MOT'YT JIEYUTHCS MECTHBIMU
cpeacTBaMu (KCUIOMETa30IHH Ha3aubHbIH crpeit 0,05%), TpaHek3aMoBasi KHCIOTa U aMUHOKAIIPOHOBast
kuciora. Eciay Ha koarynsiiuio BiIMseT HU3KOoe cojiepkaHue BuTaMuHa K u/uiu, 4to pexe, HapyIIeHHas
¢byHKIMA neueHu, Heo6xoauMo BBoIUTh BuTamMuH K. J{ns nanuenTos ¢ curapomom llIsaxmana-Jlaiimonaa ¢
Cepbe3HBIM KPOBOTEUCHHEM H TPOMOOIUTONEHUEH ToKa3aHbI epeauBaHusa TpomOouuTos. Ilpodunakruueckoe

BBEJIEHHE TPOMOOIUTOB HEOOXOIMMO TIAIMEHTAM C coflepkanneM TpomGoruTos <10X 10 9/71 HITK TEM, Y
KOT0 HaGJIIO,Z[aeTCSI TCHACHI U K 3HAUYUTCIIbHBIM T'ECMMOPArn4CCKuM COOBITHSIM.

JUnist Xupypruueckux BMEIIATeNbCTB WM MHBA3UBHBIX MPOIEyp TPOMOOLUTHI HEOOXOIUMO
NIePeIMBaTh, €CIH K 3TOMY €CTh KIIMHUYECKUE MoKazaHus. Ecin uMeroTcs N3BECTHBIC UITH
MI0JI03pEBaEMbIe KOArYJISIIIMOHHbBIE HAPYIIEHUs, MOTYT OBITh TOKa3aHbl IIEPEIMBAHUS CBEKEH
3aMOPO>KEHHOH IJIa3Mbl WK TIOTYYEHHBIX U3 IJIa3Mbl IIPOTYKTOB KOATYJISINH (TaKUX KaK
POTPOMOMHOBBIN KOMILIEKC, coaepskammii ¢paktopsl 2, 7, 9 u 10).

[TanMeHTsI XKEHCKOTO 0JIA, CTPAAAOLIUE OT IIOTEPU KPOBU BO BPEMsI MEHCTPYaLUU, MOTYT
MOJIYYHUTb MOJIOKHUTEIBHBIN pe3ynpTaT OT (PapMaKOJIOTHYECKOTO JICUSHHS, BHI3BIBAIOILIETO
aMEHOPEIO.

MuenoaucniaacTU4eCKUil CHHAPOM U OCTPBIA MHETIO00IaCTHBIN TeHK03: XUMUOTEpas



ITpu MuenogucmIacTudeckoM cuaapomMe Ha pone cuaapoma llIBaxmana-JlaiiMonna XUMUOTEpanus He
noka3aHa. Heo6xoquMo npeAnpUHATh MONBITKY NepecaJky reMaTOMOITHUECKUX CTBONIOBBIX KJIETOK B CPOUHOM
nopsake. [103ToMy BBICOKOI03HAS. XMMUOTEpAMNUs IIOKAa3aHO B OONBIIHHCTBE CIyyaeM IJIsl IOATOTOBKH Mepes
Hepecaskoi TeMaTONOITHIYECKUX CTBOJIOBBIX KIETOK.

CranpapTHas XUMHOTEpAIHs IPU OCTPOM MUENI00IACTHOM JIeHK03€e MOXKeT ObITh A3 GEKTUBHOII 111 BpeMEHHOT0
KOHTpons 6one3Hu. Ho ucrnons3oBaHue 0JHON JINIIb XUMUOTEPATUH JUIS MOTYUYEHUS TTOITHOM
IIPOJIOHTUPOBAHHOM pemuccun mpu cuaapome llIBaxmana-Jlaiimonna He 65110 yenenrssimM. [ToatoMmy u3-3a
BBICOKOT'O PHCKA TPYAHOU3ICUUMOHN arlyIa3uil JOJDKEH ObITh HauaT HEMeJICHHBINH TOUCK POJICTBEHHOTO UITH
HEPOJCTBEHHOTO JJOHOpA TSI IePecajki reMaTOMO3THIECKUX CTBOJIOBBIX KJIETOK, a TaKKe HEOOXOIUMO
paccMaTpuBaTh BO3MOXKHOCTh MUHUMAJIBHOW XUMHOTEPANH Il 00ecIIedeHUs] BPEMEHHOTO KOHTPOJIS O0JIe3HU.

HepecanKa T€MaTOIIO3TUYCCKHUX CTBOJIOBBIX KJICTOK

IMoxa3zanus 1/ NepecajKu reMaTono3THYECKHX CTBOJOBBIX KJiIeTok. Kpurepuu 171 MoArOTOBKH
MAIMEeHTOB K Iepecaske (POJCTBEHHON MK albTEpHATUBHOM) BKIIOYAIOT:

(A) Tspxenyro nuTONEHHUIO [reMorinobun <7 /1 (4.3 MMouib/1), aDCOMIOTHOE coepkanue Heirtpodunos < 0.5
X109/ ¢ mapajenbHBIMU HHOEKIUSIMH, cofepkanne TpomoonuToB <20X109/1]

(b) MuenonucnIacTUYECKU CHHAPOM C UYpE3MEPHBIM COJEp KaHUEM OJIacTOB
(B) BeIpakeHHYIO TeHKEMUIO

B ciydasx BbIpaKeHHOH JIeHKeMUH MAIlHeHT MOXKET HauaTh IPOXOXKJIEHUE XUMHOTEPAllH, YTOOBl YMEHBIINUTh
OIyXOJIEBYIO MacCy IIepe]l IepecagKoil reMaTOO3TUYECKUX CTBOJIOBBIX KIETOK, HO CPa3y K€ MOCJIe IOCTaHOBKU
JIUarHo3a HeoOX0AUMO HauaTh MOMCKU JOHOPA U3-32 BBICOKOT'O PUCKA alljIa3uH, CBA3aHHOH C JeUCHHEM.

PaccmarpuBas mokasaHus K Hepecajgke reMaTONOITHYECKIX CTBONIOBBIX KJIETOK, HEOOXOJUMO OCTaBUTh
BO3MOXHOCTb CIIOHTAaHHOT'O M3JIEYEHMs OT allla3uu. B 3aBUCUMOCTH OT YPOBHS IOTEHIIMAIBHBIX
HEIOCPEJCTBEHHBIX PHCKOB TSDKEIOHN UTONEHNH, HEOOXOJUMO pacCMaTPUBATh KOHTPOJIBHBIN TepHox 10 3
MeCSIIEB ¢ MapallIeabHO HauaThIM mporeccoM HLA-TunupoBanus u moucka JOHOpPA.

YcraHoByeHUe pexkuMa nnpuemMa JeKapcTrB U l'[pO(l)I/I.]'IﬁKTl/IKa nmepecajKu reMaTono3THYE€CKUX CTBOJI0OBBIX
KJICTOK.

B Hacrosimuii MOMEHT Mepecaka reMaTonodTHYECKUX CTBOJIOBBIX KIETOK MPEACTABISAET COOO0M €TMHCTBEHHBIN
BapHUAHT JICUSHUS FeMaTOJIOTHUECKHUX OCI0XKHEeHUH cunapoma llIBaxmana-/laiimonaa. 3aperucTpupoBaHHbBIE
Clly4au ManueHToB ¢ cunapoMoM IlIBaxmana-/laiiMoH1a, KOTOPBIM OBLITH NEepeca)KeHbl TeMaTOOITHIECKUE

57,58
>, MHOTOYHCICHHbBIC

CTBOJIOBBIE KJICTKH, BKIIFOUAIOT He 6osee ueM 80 MaIreHToB [0 BceMy MUPY
pa3HoO00pa3HbIe PEXKUMBI IPHEMa JIEKapCTB/IIOAICPKUBAIOLINX PEKUMOB B HEOOIIBIINX TPYIIaxX HallueHTOB
OCIIOXKHSIOT 00IIMe BBIBOABI U PEKOMEHAINH. B 11e11oM, moxosxe, 4To pe3yibTaThl 3aBUCAT OT THUIA JOHOPA
(reHOTHUNHUYECKH WACHTUYHBIA JOHODP JacT JIy4lIHH TPaHCILIAaHTAaT, YeM M0J0OpaHHBIN HEPOJCTBEHHBIN TOHOD
UM COBMECTHMBIM HEPOACTBEHHBIH JJOHOP) MOYTH BO BceX oTueTax . HecMoTps Ha 3T0, MoKa3aHUs Ha
nepecajiky reMaToNOITHYECKHX CTBOJIOBBIX KJIETOK TaKKe MPeACTaBISIOTCS PEHIAoNuM (hakTOpoM A
BBDKUBaHUs. BDKUBaHNE NAllMEHTOB, MOJyYUBIINX TPAHCIUIAHT NIPH aIUIACTHYECKON aHEMUH, COCTaBISET
oko110 80%, B TO BpeMs KaKk BEDKUBaHHE MAllUEHTOB, MIOIy4YHUBIIMX TPAHCIUIAHT IPH MUEJIOAUCINIACTUYECKOM
cuHApoMe uiH ocTpoit neitkemun — ot 30% 10 40%. 3To HECOOTBETCTBHE, CKOPEE BCETO, ABISIETCS IPUUNHON
BO3PACTHOM pa3HUIIBI OOIBHBIX, IOTOMY YTO aljacTU4ecKas aHeMUs Yallle BCETO ABISAETCA OCI0KHEHUEM B
HIepBBIE JIECATH JIET )KU3HH, & MUEJIOANCIIIACTHYECKUI CHHIPOM/0CTpasi MUENIOLUTapHas JeHKeMHUs, CKopee
BCEro, IPeuTaBIseT co00l OCI0KHEHNE BTOPOTO WM TPETHETo JeCITUIEeTUs (Pe3yIbTaThl Hepecaaku
reMaTONO3THYECKUX CTBOJIOBBIX KJIETOK Y MOJIOABIX MAllUEHTOB, B LIEJIOM, Tydllle). BOIbIINHCTBO HaHHBIX OBLIO
coOpaHo 3a nociegHee 20, I€T U HACTOAIINE Pe3yIbTaThl MOTYT OBITH O0JIee MepPCIIeKTUBHBIMU Onarofaps
yIIy4IIeHHBIM CTaHAAapPTaM IIOUCKA JJOHOPOB U JIEYCHHUS OCTOKHEHUII.



OcnoXxHeHHs IPU XUMUOTEPANIUI UK Mepecajike FeMaTOM03THUYEeCKUX CTBOJIOBBIX KJIETOK BCTpeuaroTcs Oosee
4acTo y MalueHToB ¢ cunapomoM IlIBaxmaHna-/[aliMOH1a, 4eM y TALIUEHTOB C UAUONATUYECKOU NUCKpa3ueil
KpoBHU. B xo1e uccnenosanus 36 ciydaeB ManueHToB ¢ cuaapomMoM IlIBaxmana-/{aliMOH, KOTOPBIX JTEUMIN
TOJIKO XUMHOTepanueil Wi nepecagkoif reMaTONOITHUECKIX CTBONIOBBIX KJIETOK C MU 0e3

9,14,20,33,49-51,59-63
obmyueHus

, 83% yMepnu OT OCJIOKHEHHH, CBSI3aHHBIX C JICUeHHEM, KOTOpbIEe BKIIOYAIH
3aTSHKHYIO CEphe3HYIO aIlla3uio, MH(EKIUH, KapAUOTOKCHUHOCTh, HEHPOJIOTHYeCKUe UITH TOUeYHbIe
OCIIOHEHHUS, BEHOOKKJIIO3MOHHYIO 00JIe3Hb, TOCTTPAHCIUIAHTAHIIMOHHOE OTTOp)KeHHe TpaHcIuanTara u BITTX.
TOKCHYHOCTh, OCOOEHHO KapAHOTOKCHYHOCT !, Cy/Ist IO BCeMy, BCTpeUaeTCs yallle, eCli AHArHOUTHPYeTCs
MHEJIOANCILIACTHYECKUI CHHAPOM/0ocTpast TuMdoOIacTHas elikeMust, a He arlacTuueckas anemus. HenaBHo

JUISL CHIDKEHHSI TOKCUYHOCTH OBLIT MPeUIoXKEH MMM PexXUM IIpreMa JIeKapCTBEHHBIX MpenapaToB.
Jleyenne maHKpeaTH4ecKoi AMCYHKIMY, HAPYIIEHU I MUTAHUA U 3a00/1eBaHNil NedeHU
DepMEHTHI OIKEIY JOUHOU JKENE3bl

Knuanueckuii 0TBET Ha jedeHre pepMeHTaMH y MalueHToB ¢ cuapomoM IlIBaxmana-/laliMoH1a, B OTIIHYUE OT
MalUeHTOB ¢ GUOPO3HBIM KHCTO30M, JUISl KOTOPBIX MOTYT CYIIECTBOBATH JOMOJIHUTEIBHBIE JKEYJOUHO-
KHuIIe4Hble pakTopbl, 0OBIYHO IPEBOCXOJHBIH, HECMOTPSI Ha TO, YTO POCT MOXKET M Jaiblie ObITh OTpaHUUuCH U3-
3a KOCTHBIX npobuieM. Tedenue 6one3Hu cunapoma llIsaxmana-J[aliMoHAa y MHOTHX MallUEHTOB MPEAINOIATaeT,
YTO MaHKpeaTHyeckas QYHKIMS MOXKET yIYUIIUTHCS 0 JOCTATOYHOTO YPOBHSI, YTO pa3periaeT uM
MPUOCTAaHOBUTH yIOTpebieHue pepMeHTOB o Mepe B3pocneHus. [103ToMy kelry 10UHO-KUIIIEYHOE COCTOSTHHE
BCEX MALMEHTOB JOJIKHO BPEMs OT BpEMEHU IOJBEPraThCs IEPEOLCHKE B COOTBETCTBUU € UX KIIMHUYECKUM
IIPOTPECCOM.

Kak TonpKo yCTaHOBIICH JUArHO3 U MOATBEPXKACHA cTeaTopes, He0OX0JUMO HadaTh 3aMEHY TaHKPEaTUIECKUX
¢depmenTos. [lepBonavanbHas g03a gonkHa 0bITh 2,000 e munassl/Kr Beca Tena/aens. Heobxoanmo
NIPUAEPKUBATHCS PEKOMEHIAIIMH OTHOCUTEIBHO 103 JUI OOJIBHBIX KHCTO3HBIM (uopo3om (Makcumym 10,000
numa3 ea/kr Tena Bec/neHs)’ . Heo6XO0MMMO MPHHUMATE CO BCEMH TPAe3aMy H IepeKyCaMi, KOTOphIe COepiKaT
6eJoK, )KUp U KOMIIJIEKC YTIeBOJOB, TaHKpeaTuH. [leTaM ¢ TpyAHOU3ICYUMBIM CHHIPOMOM HEJOCTATOYHOTO
BCaCBIBaHUS KUPOB, HECMOTPS Ha ONTUMAIIBHYIO JI03y 3aMEHBI, KpOME 3TOr0, He0OX0IUMO JaBaTh 6s1okaTop H-
THCTaMHHOBBIX PELIETITOPOB MK OJI0KAaTOp MPOTOHHOTO Hacoca. bonee BeIcokue TpeOoBaHU MaHKPEATHUECKUX
(hepMeHTOB HOJKHBI 00ECIIOKOUTH Bpaya M3-3a BO3MOKHOCTH COIYTCTBYIOIIEH HE CBA3aHHON 3HTEPONATUH.

IToxpBhIThIE KETyJOUHO-PE3UCTEHTHON 0007T04KON (hepMEHTHI IPEOTBPAIAIOT XKEJTyJ0UHOE KUCIOTHO-
HMEeNTUIHOE pa3pylIeHUe U TeM CaMbIM IIOCTABISIOT BHICOKYIO KOHIICHTPALHIO ()epPMEHTOB B KUIIEYHUK, YEM
mpemnapatsl 6e3 MokpbITUs. Kamcynnsl Hy>KHO IpOTIaThIBaTh MOTHOCTHIO, HE pa3keBbIBas. Eciu maruenT He
MOJKET IMPOTJIOTUTH KAICyJIbl, UX MOXHO OTKPBITh U CMEMIATh OKPBITHIE JKEIyA0UHO-PE3UCTEHTHOH 00010UKOi
IpaHyJIbl C MOJIOKOM, COKOM M (PYKTOBBIM Miope. IlonydeHHast B pe3yiabTaTe CMeCh JOJKHA OBITH
IporjoYeHa cpasy xke 0e3 pazxeBblBaHUS. [laHKepaTHH aKTUBUPYETCS NPH BHICOKUX TeMIIepaTypax, i
HE00X0AUMO U30eraTh Ype3MEPHOro HarpeBaHMs, KOT1a TPaHyJIbl CMEIIaHBb!I C XKUAKOCTBIO UIIH €0H.

Burtamunnnie 100aBKU

YpoBEeHBb KHPOPACTBOPUMBIX BUTAMHUHOB B KPOBH JOJDKEH H3MEPATHCS Kaxable 6-12 MecaleB y MaleHbKUX
JieTel, 1 HeoOX0AUMO HauMHATh JIeYeHHE C TOMOIIBI0 J00aBOK, eclIH 3HadeHus: Hu3Kkue. Heo6xoxumo
yOeauThCS B COBMECTUMOCTH € ()epMEHTHBIMH MaHKpEeaTUUECKUMHU J00aBKaMU, IIOTOMY YTO HEXBAaTKa ITHX
BUTAaMUHOB SIBJISIETCS HEIMPSIMBIM [IOKa3aTeleM HapyLIECHUs BCACBIBAHUS KHUPOB.

Jluetnueckue pekoMeHJaluu U KOHTPOJIb

ITpu kax oM mocereHue 00IbHUILEI HE0OX0AUMO PETHCTPUPOBATE POCT U BeC. Bee manueHTs! 0JIKHBI
IPOXOAUTE 00cneoBaHue y AueTonora. OOBIYHBIM SIBIEHHEM CUUTAIOTCA IUIOXOH aNMeTUT U MOBEJCHUECKIe
CII0’KHOCTHU C KOpMJIeHHEM. TakuM JIeTsiM HeoOX0AruMa TIaTelbHas IICUX0JI0rHyecKast OlIeHKa, a CeMbe
HE00XO0AUMO MPENIOKUTH MOAEPIKKY OOIBHHUYHOTO IICUXO0JIOTra.



Ecnu opanbHbIil pueM HeocTaTO4YeH, He0OOXOAUMO MOIyMaTh PO MUIleBble 100aBKkU. EcIu MOCTOSIHHO
BO3HHUKAeT OeCIIOKOUCTBO MO MOBOAY MIOXOro Habopa Beca, HECMOTPA Ha aJieKBaTHOE JIeueHHe
MaHKpeaTHYeCKUMH (PepMEHTaMH, BO3MOXKHO, HEOOXOIMMO ITPOBECTH y peOeHKa OLIEHKY APYTMX MPUYHH WIN
COCTOSIHHIA, TAKMX KaK ey [04HO-IHIEBOIHbII pedIoKC, alIeprus Ha ey U SHTepomaTus’’

B cepbe3HBIX cioydasx Kak HOCIEeTHUH BapUaHT IPU yCTOMYMBOM HApYILIEHUU PAa3BUTHUS UIH MPoOIeMax ¢
KOPMIIEHUEM MOKET pacCMaTPUBATHCA BBEIECHUE TaCTPOCTOMUH C IIPOBEJCHUEM HOUYHBIX KOPMIIEHUH, HO
HE0OXOAUMO JeaTh MOMBITKH OTHUMATH AeTeil OT rpyau, Kak TOJIBKO MalUeHT O0HAPYKUT CTAaOUIBHOCTS.

JleueHne cTOMATOJOTHYECKUX OCJI0KHEHH I

[IpoGnemsl ¢ 3y0aMu U pOTOBOI! MONOCTHIO — OOBIYHOE SIBJIEHHE Y eTel ¢ cunapomom llIBaxmana-JlaiiMoHza.
O6pa3oBaHue 53B B pOTOBOH MOJIOCTH MOXKET OBITh CBA3aHO ¢ HelTponeHuell. YacToTa U Cepbe3HOCTh
00pa30BaHUs 3B BapbUpyeT. Bplan 3aMedeHbl MPOoOIeMBI ¢ IMaIbI0 KaK MOJIOYHBIX, TaK M ITOCTOSIHHBIX 3y0OB.
O6nacTu ¢ HapyIIeHHON MUHepaau3aueil IOBEpXHOCTH 3y00B MOTYT IIPUBECTH K KapUecy U B HEKOTOPBIX
Cllyyasix K Cepbe3HBIM MOCIEACTBHAM. JKenyJ0uHO-IIMIIEeBOTHBIH peIIoKC MOXKET IPUBECTH K ITOTEpe 3yOHOTO
MOKPBITUS MU €T0 Pa3pyLICHUIO, U U1 YMEHBIIEHUS 3TUX Ipo0i1eM ¢ 3y0aMu U pOTOBOIA MOJIOCTHIO
Heo0XoAuMa peryisipHas CTOMAaTOJIOTHYecKasi IOMOIIb U COOTBETCTBYIOIINE KOHCYIbTAIUH.

JleueHne MaToJJ0Orui KocTen
JleyeHue u nociaenyOMil KOHTPOIb

Iopoxu pa3BUTHS KOCTel U3-3a MeTa(u3apHON XOHIPOAUCILIA3UU 0OBIYHO 00pa3yoTcs B OeApax MK KOJICHIX
U MOTYT TpeOOBaTh OPTONEIUIECKOM KOHCYNbTAI[MH U XUPYPIrHUECKUX BMemaTensCcTB. [IpuunHoii ocTeonoposa
C HU3KHUM METa00JIM3MOM KOCTHOW TKaHU MOJKET OBbITh IIEPBUYHBIN 1e()eKT KOCTHOTO MeTaboIM3Ma, KOTOPbIH
CBS3aH C TUC(YHKIMEH KOCTHOTO MO3Ta U HeiTponeHuei. Heo6xo1uMo NpeAnpuHATh YCUIUS AT
ONTUMU3AIMH TPOGHUIAKTUBHBIX Mep, TAKUX KaK MUTaHUE U YyHOTpeOlieHHe KUPOPACTBOPUMBIX BUTAMHHOB, a
TaKKe MOOUIPATH YIPaKHEHHsI ¢ BECOBOM Harpy3koi. Heo6xoaumo HaunHAaTh J00aBKku BUuTaMuHa /| (B
JIOTIONIHEHHE K APYTHM XKHPOPACTBOPUMBIM BUTAMUHAM) U KaJIbIIHs, €CIIU MUTaHHE He0CTaTOYHO. B HacTosmuit
MOMEHT HEU3BECTHO, SBJISIFOTCS JIM 0€30MacCHBIMU M 3 PEKTUBHBIMU JUIS JICYUEHHS OCTEOIIOp03a IIPH CUHIPOME
[ITBaxmana-/laiimonya 6ucdocdonaTsl, aHTUPE30POTHBHBIE CPENICTBA, KOTOPHIE HCHOIB3YIOTCS JUIS JICUEHHS
MIOCTMEHOMNAaY3aJIbHOT0 OCTE0I0PO3a C BEICOKUM METaboIn3MOM KOCTHOI TkaHU. ONTHMAaIbHOE JIeUeHHe
octeonopo3a npu cunapome llIBaxmana-/laiiMoHa BCe ellle HE YCTaHOBJIEHO.

Pannorpadus u neHcutomeTpus kocreil. OneHka KOCTHON AuCIUIA3uU (Tabauus! 2 1 3): IpU MOCTaHOBKE
JIUarHo3a - paauorpaduyeckoe UCcieoBaHue CKelIeTa; KOHTPOJIb Ha OCHOBE IOJTyUYeHHBIX HHANBUAYAIBHBIX
KJIMHUYECKHUX U pasnorpadguyeckux pe3yabTaToB; peHTreHorpadus JUisl BHISIBICHUS IIOPOKOB Pa3BUTHUS WIN
YCTaJIOCTHBIX MepenoMoB (6enpa, koiern). OeHKa 0CTeonopo3a: IeHCUTOMETpHsI KocTel ¢ momoursio I19PA B
MIePHOJ] 10 MOJOBOH 3penocTH (UCClIeJOBaHUE UCXOJHOTO COCTOSHUS ), BO BpeMsI IIOJIOBOM 3peNOCTH,
KOHTPOJIBHBIE UCCIIEA0BAHUS [IEPHO/IA TIOCIIE TTOJIOBOM 3pEIOCTH, OCHOBAHHBIE HA HHANBUIYANbHBIX
MOJyYSHHBIX pe3yJbTaTax (HU3Kas IIIOTHOCTh KOCTEH, KOMIIPECCUOHHBIE EPEIOMBI II03BOHOYHHUKA,
MHOTOYHCIIEHHbIE Nepudepudeckue Tpemunsl). MaTepnpeTpoBats pe3ynsTaTsl JJOPA y manueHTos ¢
cunapomoM llIBaxMaHna-J{aliMOHIa HYKHO OCTOPOKHO; MAJIEHbKUH pa3Mep Tela U 3al034aJl0€ I0JI0BOe
pa3BUTHE BIMUSIOT Ha pe3ynbTarsl JJOPA.

Buoxumus. IIposepka conepxkanus B ceiBopoTke 25-OH-Buramuna [l u mapatupounsoro ropmona (ITTIN)
JIOJDKHA TIPOU3BOJIUTECS PEryJIIPHO M HAXOAUTHCS B IIpe/esiaX HOPMBI I1OCIIe IIOCTAHOBKH TUarHo3a.

IlocaenacTBusa ajas HEPBHO-IMICUXHUYECKOT0 Pa3BUTHUA U MOJAEPIKKA

HenocTaTku KOTHUTHBHBIX CIIOCOOHOCTEN B pa3HOOOpa3HBIX 001ACTAX AEATEIbHOCTU OYEBHUIHBI AT
OonbpIIMHCTBA JHofiel ¢ cunapoMoM llIBaxmana-J/{aliMOHa pa3IUUHBIX CTEIEHEH TSXKECTH, UTO yKa3bIBaeT Ha UX
Pa3sHOPOIHOCTH. PoguTenbckue OT3bIBEI MOKA3BIBAIOT, UTO Oosiee 50% meTeit HCIBITHIBAIOT 33AEPXKKY PEIeBOTO
passutus®®’. Taxoke OueBHICH YPOBEHb HHTEILUICKTYTbHBIX CIIOCOOHOCTEH K OCMBICIICHHIO HIDKE

6,40,69,70 .
cpegHero, " cpeAM HUX MPUOIH3UTENHHO 1 U3 5 COOTBETCTBYET KPUTEPHUSIM YMCTBEHHON OTCTAIOCTH



40
(mampumep, IQ <2-ro npouentuis) . Taxke ObUTH OTMEUEHBI CIOXKHOCTH C CO3JaHUEM MEHTAIbHBIX 00pa30B

JUIs ManbHeHIed ¢ HUMU paboThI U 3pUTEIbHO-MOTOPHOI HHTETpaluu

40,70

, BBICOKUM YPOBHEM OpraHUu3alnu

sI3bIKa (HalpuMep, TOHNMaHue (pUrypaabHBIX BIpaKeHUI, 3HaHIE CHHOHUMOB), UCIIOTHUTENIbHBIE TPOOJIEMBI

40
peuieHus 1 BHUMaHUuC .

OOBIYHO OTMEYAIOTCSl BayKHBIE OBeIeHUeCKHe pobaeMsl. [Ipu uccnenoBanny 32 neteit/B3pocibix (Bo3pact oT
40
6 1o 17 net) ™ 19 mponeHTaM NaneHToB OBLT paHee MOCTABICH JUATHO3 KCHUHAPOM TMIIEPAKTUBHOCTH C

ﬂe(i)I/IHI/ITOM BHUMAaHUA, «o61uee paCCTPOﬁCTBO TICUXOJIOTUYECKOTO pa3sBUTUSA» UIIN «OMIIIO3UIIUMOHHO-

BBI3BIBAIOIIEE PACCTPONCTBO», B TO BpeMs Kak ele y 31 npoleHTa HabIr0AaI0Ch COUeTaHNe

HCBHUMATCJIIBHOCTH, GCCHOKOﬁCTBa, HUMITYJIbCUBHOCTU U ONIMO3UIMOHHOTO MOBCACHUS. KpOMe TOTO, IO IIKaJIC

OILIEHKHU IOBEJICHUS POAUTENN YKa3aIH MOBBIIIEHHYIO YacTOTy pobieM ¢ BHUMaHueM (50%) u coruanbHbIe

npobaems! (34%). Bbl1o 3aKIII0YeHO, YTO HEHPOKOTHUTHBHBIE HETOCTATKU Pa3BUTHS HE 3aBHUCST OT

MaHKPEeaTHUECKOTO MOpaXKeHHsl, OTUTA CPEJHETO yXa, XPOHUIECKOH 00JIe3HH, CEMEHHOTO OKPYKEHHUS U

40 .
Bo3pacrta . [IppHNMas BO BHUMaHHE CTPYKTypHbIe Je(eKThl, KOTOpbIe OYEBUIHBI IPH HEHPOBU3YIIU3ALUU

mosra’ 7

nucyHKIuN reHa cuaapoma llIBaxmana-Jlaiimonna B Mo3ry.

OreHKa, KOHTPOJIb U JIEUCHUE

. HeﬁpOKOFHHTHBHLIG u HGﬁpOHOBCHGH‘{eCKI/Ie l'[pO6J'ICMI)I, CKOpPEEC BCETO, SABJIAIOTCA NOCICACTBUAMU

Yrto06nI MAaKCUMHM3UPOBATH TEKYLICEC pa3BUTHUC, CO BDEMEHU MMOCTAHOBKHU JUArHo3a 10 B3pOCJoro Bo3pacra

MIPOU3BOAATCA PA3HOCTOPOHHUE OLICHKHN C UCTIOJIb30BAHUEM CTaAHAAPTHBIX HUCIBITAaHUM U KIMHUYECKHX

Ha6J’IIO,HeHHﬁ JJI KOHTPOJIA 324 KOTHUTUBHBIM, IMTOBEACHYCCKUM, COTMAJIBHBIM U aJalITUBHBIM

¢ysxkunonupoBanueM. OCOOEHHO PEKOMEHIyeTCs HCIIOIb30BaTh MHOTOCTOPOHHHUE KOHTPOJIbHbIE CIIUCKH IS

MPOBEPKH PA3BUTHS BO BPeMsl MIIaJICHUSCTBA/JOUIKOIBHOT'O BO3pacTa (IUar€o3 BIJIOTh 110 4 JeT), YTOObI

OCYILECTBJIATH HAMIPABICHUE K CIIELUAINCTaM (HallpUMep, JIOTONeny, Bpady-TpyJOTepHeBTY, IeHATPy 110

BOIIPOCaM Pa3BUTHS, ICHXOJIOTY IO BOIIPOCAM Pa3BUTHsL), OLICHKY U BMENIATENbCTBO MIPU CaMbIX PAaHHUX

IIPU3HAKAX BO3MOXKHBIX NpobsieM. Kpome Toro, pexoMeH1yeTcss IpOBOAUTH KOMITIEKCHbIE

HelpoIncuxonorundeckye OeHKH, YTOObI TPOBEPSITh OCHOBHBIE CTaUHU B3POCIEHHS MO3Ta, a UMEHHO, 6-8, 11-13

u 15-17 net. Takxke IpoBOASTCA MapaIesy 3TUX BO3PACTHBIX TPYIII C OKUAAHUSAMHE B MIKOJIBHOII yuebe.

O6cnenoBaHus JOJKHBI BKIIOUATh OIIEHKY YMCTBEHHBIX CIIOCOOHOCTEH, BHUMaHUA (pabodas naMsThb,

COCTOSAAHUE TOAACPKAHUA ATTUTCIBHOI'O MPUCTAJILHOI'O BHUMAHUA U PACIIPECCIICHHOC BHI/IMaHI/Ie),

B])ICOKOOpFaHI/I?;OBaHHI)Iﬁ A3BIK, BU3YAJIbHOC BOCHPUATUC, BU3YyAJIbHO-MOTOPHOC q)yHKLlHOHHpOBaHI/Ie,

HCHOJHUTEIbHbIC HABBIKH, aKaICMUYECKYIO FOTOBHOCTL/yCHeBaeMOCTb, IIOBCACHHUC U (byHKHI/IOHaHI)HyIO

HC3aBUCUMOCTbD. OnpezleneHI/Ie WHANBUAYAJIbHBIX CUJIIBHBIX U c1abbIX CTOpPOH, B CBOIO O4Y€pPEAb, BEACT K

WHAWBUAYAJIbHBIM PEKOMEHAAIUAM 1O BMEIIATEIBCTBY, KOTOPBIC MIEPECMATPUBAIOTCA U UM3CHAIOTCA B XOAC

KOHTPOJIBHOT0 00CIIeI0BaHUS B CISAYIOIINI KpUTHUECKUil aTan pa3BuTus. [lapannensHo ¢

Helponcuxonorn4eckuM oociefoBaHleM pedeHKa ero poIUTeN JODKHEI MOTy4YaTh KOHCYJIBTAIUIO U

MOJACPIKKY ISl YIIydIIeHUs! OOIEHHs U pa3BUTHUS PEATUCTUYHBIX OKUAAHUM OT CBOETO peOeHKa.

JInunas 3aUHTEPECOBAHHOCTD.

ABTOpa 3asBJIAI0T 00 OTCYTCTBUU JINYHOM 3aMHTEPECOBAHHOCTH.

Taéuuna 3 JloJarocpoynnie H3MEeHEeHH B cKeJ1eTHOM (peHoTHne npu cuHapome IIBaxmana-/laiimonna

Korma?

Yro?

I'ne?

MinaneH4yecTBO U paHHEe
JIETCTBO

OTCpO‘leHHOG TOABJICHNUE BTOPUYHBIX IICHTPOB
OKOCTEHEHUS

Iupoxue, HeperyIsIpHbIe MeTahU3bI
OcTeonopos, BOPMHUEBBI KOCTH

3amsicTbe, pyka, oeapo

Pebpa, 3amsacTse
TpyOuatsle KocTH, Yepen

Cepenuna neTcTBa

MepieHHOE pa3BUTUE BTOPUYHBIX LIEHTPOB
OKOCTCHCHUS
HeperyisipHOCTB 1 yIUIOTHEHHE MeTa(U30B
Ocreonopos

3amsicTbe, pyka, oeapo

benpo
TpyOuaTsie KOCTH,
OCTHCTBII OTPOCTOK

ITo3nnee neTCTBO/IONIOBOE
CO3pEBaHHe

HeperynsapHocTs, yIJIOTHEHHE U ACCUMETPUYHBIN
pocT MeTapu30B

benpo




CtpeccoBble mepeaoMsl, aedopmarius Benpo

KomnpeccuoHHbIE NEpenoMbl

OCTHCTBIH OTPOCTOK

B3pocuslii Bo3pact

KomnpeccuoHHbIE NEpenoMbl

OCTHCTBIH OTPOCTOK

Crucok IuTeparypsl
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