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Crucok coxpamenuii

AA — annacTHYecKas aHeMus

BITP-Bpoxnénnkie IIOPOKH Pa3BUTHS
KM-xocTHsIi Mo3r

HOb- musnokcubyran

@I'A- DUTOreMarrFOTHHHHOM

JIAT - maxTamerumporenasa

AnAT- ananuHaMHUHOTpaHChepasa
ACAT—aCIIapTaTaMI/IHOTpaHC(l)epaBa

ITT- raMMa-IIOTaMUITPaHCI eI THIA32
ATT — aHTHTHMOLMTAPHETH TT06YIHH
I'®U -~ rnuxozundocharugummHo3uTON
HCT — mMmyHOCYIIpeccHBHAas Teparms
HUDH — unrepdepon

MJIC — MHeT0IuCTINIaCTHIECKHH CHEIPOM
TTHI" — mapokcu3MalbHast HOUHas reMOITIO0HEypHs
CKK — cTBOIOBas KJI€TKA KPOBH

IcA — nuxnocnopur A
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BBenenne

Annacrdyeckass aHeMHsi - OTO 3abojeBaHHE CHCTEMBl KPOBH,
XapaKTepu3yrolleecs NaHIUTOIIeHUelH (aHeMHs pa3sHOH CTelleHH BBEIPaKEHHOCTH,
TPOMOOIMTONIEHH S, JIEHKOrPaHyIOIMTONEHHS M DPETHKYIOLUTONEHHS), PE3KUM
CHIDKEHHEM KIETOYHOCTH KOCTHOIO MO3ra € KOJNHYECTBEHHBIM Ae(pHIHUTOM
CTBOJIOBBIX KPOBETBOPDHBIX KJIETOK H KOMHUTTHPOBAHHBIX IIPEAMIECTBEHHUKOB,
OOYCIIOBNIEHHEIMH ~KIETOYHEIMM ayTOMMMYHHBIMM MEXaHM3MaMH, a TakokKe
OTCYTCTBHEM OHArHOCTHYECKMX IIPU3HAKOB JIEHKO3a, MHEIOOUCILIACTHYECKOTO
CHHIpOMa, MHeNoGHOpo3a 1 MeTacTa3oB omyxonu. Jle6roT 3a6oneBanus 06BMHO
OCTPBIA W XapaKTEPH3YEeTCS TPEMs CHHAPOMAMH, 00YyCIOBICHHEIMU nopaJKéHHeM
BCEX TpeX TIeMOIIOITHYECKMX POCTKOB. Y OONBHBIX OTMEYalOTCS TNPH3HAKH
aHEeMHYIECKOro CHHJIpoMa — o0mas ciabocTh, OIEAHOCTh KOXKH U BHIUMBIX
CIIM3HCTHIX 00OIOYEK, TaXHKapAHsl, O/BIIKA, IITyM B yIIaX, CHCTOIMYECKHH IIyM

HaJ BepXylKOd cepana W Jap. IlpusHaku TpPOMOGOIMTOIIEHHH B BHAE -

TeMOpParneckoro CHHAPOMA — METEXHH W SKXUMO3EI Ha KOXKe, KPOBOM3IIHSHUS B
I7a3a, KPOBOTEYECHUA M3 HOCA, JeCeH, reMaTypHs, MEHO- M METPOppardd M Jp.
IIpusHaky nefiko- 1 HeHTpolneHH: — y GONBHEIX IOBHIEHA TEMIIEPATYPE. Tella,
4Yale BCero HeCelH(QUIECKOro XapakTepa; BO3MOXKHO HAIHYHe MH(EKIMOHHBIX
0YaroB Ha KOX®, B JIETKAX M JPYTHX OpraHaX; CTOMaruT. PasMephl Iedenw,
Cele3eHKH, TUM(aTHIECKUX y3II0B OCTAIOTCS HOPMATLHBIMH.

CoBpemenHas KOHIEIIHS IaTOreHesa AA mpeIIonaraer CBS3b MEXTy
PasBUTHEM allIa3Huy KPOBETBOPEHHS:

— H 1e)eKTOM CTBOJIOBBIX KIIETOK ¢ HAPYIIEHHEM HX nponmbepaTHBHdﬁ
aKTHBHOCTH;

— HapyHoieHueM perysanuu reMoIos3a HMMYHOKOMIIETEHTHBIMHU

JIHM(I)OH}IHBIMH KJIC€TKaMH,

— IHOBpPEXIECHHEM CTPOMBI KOCTHOIO MoO3ra, T.€. TI'€MOIOATHYECKOI'O
MHKPOOKPYKE€HU4. Bo3moxno coyeranue Pa3IMYHBIX MEXAaHHU3MOB IIaTOrc¢Hesa.

HpH ICHCTHYECKUX Hu MOJIEKYJIAPHO-T€HETHYECKHAX HACCIICHOBaHUAX
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06Hapy)KI/IBaIOTCH pas3iitgyHbIE XPOMOCOMHBIE AaHOMAaJIMH B TEMOIIO3THYECKHUX

Kkerkax y 4-26 % 6onpHeIX. Hanbosee yacTbie W3 XpOMOCOMHBIX abeppanui —

MOHOcOMHsl 7 W TpucoMHs 8. HecMmoTps Ha 06oOnblIoe BHUMaHHE, YIeNseMOe
npobieMe maroreHesa AA Ha MPOTSIKEHHH IOCHENHUX NECATHUIETHH, OCTaeTcs
ellle HeMaJlo HEeH3YYEHHBIX acleKkToB. HesicHBI Taxke MpoOJIeMBl oOlpenencHus
IIEpBHYHOrO 3BEHa IaTOreHe3a, B3aUMOCBs3H AA ¢ Takumu 3a00J€BaHUAMH, KaK -
MHUETONMCIIIACTHYECKH CHHAPOM, MApOKCH3MAalbHass HOYHAA [eMOINIOOMHYpHs
(ITHI"). CymectByeT 060CHOBaHHOE MHEHHE O TIATOTeHEeTHYeCKOM OOIIHOCTH STHX

Tpex 3aboneBanuii

Knaccupuxauun

HacneacTBeHnbie AA MOTYT GBITE:

1) c o6ImM TTopakeHreM IreMoII033a:

- Hacle[NCTBEHHas ceMelHass AA ¢ BpPOXIECHHBIMH ITOPOKAMH pPa3BUTHS
(BIIP);

- HaclencTBeHHas cemeiinas AA 6e3 BIIP (amemus Dcrpena— Jlamernexa).

2) napuManpHBle C H30OMpATENLHBIM IIOPAKEHWEM 3PUTPOIO33a (aHEMUS
brexdena—/laiiMoHa):

- ¢ BIIP;

- 6e3 BIIP.

3)BpoXeHHsIH muckeparos (curapoM [unccepa—Koyna-Drrmana)

4)cunapom I1Isaxmana—/laiiMoH A,

IIpro6peTennbie AA GHIBAIOT:

1) ¢ oOuuM nopaxxeHHeM reMorod3a:

- CBepXTsDKeas AA;

- TsoKenast AA;

- HeTspkenas AA.

2) © YrHETEHMeM TONBKO SPHTPOMJHOIO POCTKA KOCTHOTO MO3Ta

(mapuuarbHas KpacHOKIIETOYHAS aTlIa3|s)
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AHemHusa DaguKORH

ayTOCOMHO-peI.IeCCHBHHﬁ THII HACJIEIOBaHHUSI

MyTtamus FANC A. Jlokanusanus - xpomocoma 16 - 16924.3 Tun rena:
KonupoBaHue Genka

Ipr  wamwyun MyTam|u  aHOManbHBEI  Oemox  (FANC  A)
TPaHCKPHOUpyeTCsi— heHoTun anemuy PaHKOHY

Kiuanko-remartonoruueckne npuznaxu:

amnasus KM, aHomanmm pasBuTms (Hampumep, OTCYTCTBHE GONBIIOrO
Talbla PYKH, JTy9€BOM KOCTH, MUKpoledais, aHOMATHH MOodeK), THUIIOCTATypa,
aHOMalWy MUTMEHTAlMM KOXHU («kodeHHBIe IISTHA», OYArd T[HUIO- A
TUIepIUTMeHTaNw ). [ TosBlIeHre reMaToONOrndecKux H3MEHEHWH, KaK TOBOPHIIOCH
paHee, Jalle BCEro PerucTpupyercs B Bo3pacte 4—12 mer. [lepBeM mosBiseTcs

IEMOPParuIecKuil CHHIPOM, OOYCIOBIEHHBIA TPOMOOLHMTONCHHEH, B BHIE

CIIOHTaHHBIX OJ3KXMMO30B H IIeTEeXHaILHOM CbIIId, NEPHOMUYICCKHX HOCOBBIX

KpOBOTe‘IEHIIIfI‘, 3aTeM HIIPUCOCAUHAIOTCA IIporpeccupyronmas AHEMHA u

JIeAKOIIeHHS.

B npepudepudeckoil KpOBH OTMeUYaeTCs AHIUTONEHHWS. AHEMUS
HOPMOXpPOMHAs, XapakTepeH aHM30IUTO3 C TEHACHIWEH K MaKpOLUTO3Y,
yMepeHHBIH MOUKIIoUUTO3. JIeHKONEeHHs CTOHKad M JOCTHraeT Hauboibmmel
BBIPAKEHHOCTH B TEPMHHAIBGHOM IIEPHOJE (IPaHyJIOUMTEI COCTAaBILAOT 10 0,1 *
109/m). TpombouuronmeHus B XOAEe pPa3BUTHS 3a00NEBaHUS JOCTHIaeT
sgaunTenpHoil creneHn. COD, kak mpaBwio, yBemwdeHa. Co  CTOpPOHSBI
SPHUTPOHIHOIO POCTKA BBIABIAETCS MaKpOLUTO3, BEICOKHH yPOBEHB deTampHOTO
remornobura (HbF) # >pUTpOIO3THHA B CHIBOPOTKE KpoBH. KOCTHEIM MO3r Ha
PaHHHX CTaJHAX 3a00NeBaHys HOPMO- HITH runoxeTounsii. Komuaecto OiracTos
B mpefenax HopMbl. ComepiaHue KICTOK 3PHTPOUIHOTO POCTKE YBEIHYCHO C
3aJIepHKKOM UX CO3PEBAHMs U HAIMIMEM aHH30LUTO34, 6a30WITLHON IIyHKTAIMH B
HOpMOOJIacTaX, MHOIZIAa TOSBIIOTCA Merano6macTel. [ paHyTOMUTAPHEIA POCTOK

CYXCH, MCI‘aKapI/IOHI/ITapHBIﬁ POCTOK CYKCH 3HAYUTEIBHO YK€ Ha paHHMX cTausiax

|
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3aboneBanud. Ilo Mepe nporpeccupoBanHst 6OJe3HM OTMEYaeTCs BbIpaXKeHHas

THIIOKJIETOYHOCTHb KOCTHOI'O

MO3ra C YTHETEHHEM BCEX POCTKOB H paspacTaHHeM JKMpOBOWM TKaHW. I3
OmoxuMHuuecKkux rmokxasareneit mist A® xapaktepHo mosbimeHue yposHsa HbF mo
15 % (pu HOopMe 2 %) emmie M0 pa3BUTHA ITUTOIIEHHH, & B XOJIe Pa3sBUTH allIa3ui
OH gocturaet 45 %.

OxoHYaTEbHBIH AHATHO3

1.Tect ¢ gudmokcubyranom (JAIB) wiaum muromanuaom C. OnpenesioT
9acTOTy M CHEKTP CIOHTaHHBIX M MHAYIHPOBAaHHBIX in Vitro XpOMOCOMHBIX
abeppanmii. [ WX W3ydeHHsI CTAaBHTCS [Ba BHAA IapaUICIbHBIX KJIETOYHBIX
KyIETyp MUMGOITHTOB TleprhepHIecKoi KpoBH: 6e3 Jo6aBIe s AIKIIIPYIOMEro
areHTa ¥ ¢ ero Jo0aBiIecHHEM. 30JI0THIM CTaHIAPTOM SBIAETCS CKPHHHUHI-TECT Ha
THIIEpYyBCTBUTENLHOCTE KIeTOK A® K BosfelcTBiio MuTommImHa C  win

MUAIOKCHOyTaHa. JUIs 3TOro B KyJbTypy JMM(OLKTOB IepHPEPUIECKON KPOBH

umy GubpobIacTOB KOXKH, CTUMYIHMPOBAaHHEIX (uToreMarrioTuHrHOM (OI'A),.
nobasmgercas murtomummd C mim OB ¢ mocnemyromel oreHKoM MeTahasHbIX
IUTACTHHOK JIIT YCTAaHOBJIEHUS XPOMOCOMHBIX pa3pLiBOB WA pagualbHBIX
XpOMOCOM, XapaKTEPHBIX IS A®. Jlns 3A0pOBBIX TOHOPOB IIOKA3aTEIN
CIIOHTAHHOH M MHIYLIMPOBaHHOM JaCTOTE XPOMOCOMHEIX abeppaluii COCTaBIISIOT:
st matomuimHa C — 0-5 u 9— 19% COOTBETCTBEHHO, NI OUSIOKCUOyTaHa —
0-5 u 5-10% cooTrBercTBeHHO. [Db-TeCcT cuUMTaeTcss MNOIOXHUTEILHBIM IIPH
HanHguy oonee 45% KIIETOK C XPOMOCOMHEBIMH pa3pbIBaMHM, IIOIPAHHYHEIM — IIPH
XPOMOCOMHEIX pa3pbiBax y 11-45% KIeTOK, OTpULaTeNbHEIM — IIPH HAIIMYHH
XPOMOCOMHBIX paspsIBOB B Menee 11% wietok. 2. BEIgBICHHE HaKOIUICHHA
MOHOHyIaIeapme KIeTOK nepubepudeckodi kposu B (ase G2/M KieTOYHOrO

IUKJIA METOJOM IIpoTo4HOM uuTodroopuMeTpru (6onee 20%). 3. VcraHoBneHue

mytupoBanubix reaos (FANCA, FANCC u jp.).
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Jleyenne

Tpancnnanranms TEMAIIOSTHYECKHX ~ CTBOJIOBBIX  KJIETOK, aHIPOTeHEI,
SaMCCTHTENIbHAS  Tepamus, JeYyenye 3JIOKa4YECTBEHHBIX  HOBOOGpAa30BaHMi,
PaSBHBIIMXCH  KaK  OCNOXHEHME  aHEMHH DaHKOHH  (SMHUTENTHATHHBIX
3IOKAIECTBEHHEIX OIMyXONeH OpraHoB TONOBEL M IIEH UMM JKEHCKHX I10JIOBBIX
OpPraHoB.

Aucnancepuzanus Cpensiss mponoIKHTEeNbHOCTE JXKH3HH OONnbHEIX AD
COCTaBIsET oKomno 30 IIeT, HO 3TOT IOKA3ATENE ITMPOKO BapbUPYET W 3aBHUCUT OT
LIyOuHEl opaxenus KM u Pa3BUBAIOIMXCS Ha 5TOM (oHe HHOEKITHOHHEIX U
FEMOPParu4eCKHX OCIOXHEHI. Lems nucnancepmsamuy — Habonenue 3a
TIAIMCHTOM BO BPEMSI [ATOTEHETHYECKON 1/Hm COIIPOBOTUTENEHON Tepanuy Iyis
CBOCBPEMEHHOH  NIPpODHIAKTHKY HHQEKIHOHHBIX U FeMOPpParHuecKux
OCIIOKHEHWH, FeMOCH/IEPO3a, PaHHero BBUIBIICHIS 37I0Ka9ECTBEHHEIX OITyXOJlel, a
TaKKe ONpeneNeHus IOKAa3aHWH ¥ KOHKPETHBEIX CPOKOB mpoBenenus TICK.
Hucnancepusarms OCYILIECTBISETCS T'eMaToIIOroM U Y9aCTKOBBIM
e MaTpoM/TepanieBTOM.  J[TUTeTbHOCTE NMUCIIAHCEPH3AIMK TE€MATOIOIOM —
TIOCTOSHHO NpH HEBO3MOXHOCTH IPOBEIEHUS ITCK umu 5 ner mocie TI'CK C
MOMEHTa OKOHYAHMS JIEIEHHS ITOCTe KOHCTaTallHi PEMUCCHU 3a0oneBaHus;
Y1aCTKOBBIM IEIHMATPOM/TEPAIIEBTOM — Ha IPOTSDKCHUM BCeH xu3HH. O6urme
IpuHmnsl - «/1» Habmomenwms: Mansamud  pexuM, wusberanme BO3JIEUCTBUS
IIOTCHIMANILHEIX MYTAareHoB HITH KaHIIEpOreHoB  (HanpuMep, I/IHCGKTI/II.II/I,I[OBV,V
OPTaHHYECKUX PAaCTBOPHTENIEH, KPaCKH I BOJIOC, BUpyCa MaIMILIOME! 9elIoBeKa),
SallliTa  OT. MEePeOXTaKICHHS, BUDYCHBIX W 6aKTepHabHEX HHQEKIHiT,
TI0JHOLEHHOe HTanKe. Bompoc 06 O0y4eHHH Ha JoMy Wy B IIKOJe, a Takxke o
BO3MOXHOCTH U 00BeMe (usmueckoi Harpy3KH pemaercs reMaToIoroM ¢ y4eTom
KINHUYECKOTO COCTOSHHS U [eMAaTONOrHIeCKIX II0Kasarenelt. ITpu nuarmocTuke
A®  peberok TIPH3HACTCA  MHBATHIOM  JIeTCTBA. Crenens  yrparsr
TpyAocmoco6HOCTH onpenensercs 1o 3aKmoveHn0 MPOK.

OneMenTEI AUCIIaHCepu3aluK (st 6obHBIX AD Ges TT'CK):
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- Habmrozenue remaronoroMm | pas B 1-3 Mec., npu HeoOXOmMHMOCTH —
garme;

- HabIIOJIeHHe YHacTKOBBIM ITEAHATPOM — COTJIACHO IuiaHy «[» ydera B
YYaCTKOBOH IOJMKIIHHHUKE;

- OCMOTp Y3KHX CIIEIIHaJIMCTOB (HEBPOIATOJOL, OKYJIHCT, OTOJAPUHIOJIOT,
odransEMoIIorT, SHIOKPHHOJIOT, CTOMAaTOJIOT, KapAHOJIOoT, Hedpoor,
racTpo3HTEpoNor) — 1 pas B rof, MpH HEOOXOTUMOCTH — Yallle;

- Obmui aHamK3 KpPOBM C IIOACYETOM DPETHKYJIOIHKTOB, TPOMOOIIMTOB,
abComoTHOro KonM4ecTBa HeWTpodmiaoB — 1 pa3 B 3 Mec. Ecium ypoBeHb
remoriobunHa <80 r/m, TpombormToB <20 000/MM —1 pa3 B Hefemo, IpH
HEOOXOAMMOCTH — YAaITie;

- OMOXWMHYECKHM aHAlIW3 KPOBH (CHIBOPOTOYHOE >Keje30, (DEePPUTHH,
Mo4eBuHa, KpeaTwHuH, JIAI', AnAt, AcAt, ITT) — 1 pa3 B 3 Mecsua, npu
HCO6XOII,HMOCTI/I — garre; _

- obcmenoBaHMe Ha MapKepsl IapeHTepalbHEIX TematutoB (HBsAg,

antiHCV) — 1 pa3 B rox, Ipy MOBHIICHWA [€YEHOYHEIX TpaHcaMuHa3 —

HEMe[JIEHHO;

- MHeTTorpaMma — 1 pas B rof;

- IIUTOT€HEeTHYECKOE UCCIIEA0BaHNE KOCTHOTO Mo3ra — | pa3 B Top;

- Y3/ opranHoB GpronIHO# MOJIOCTH, MATOTO Ta3a, IHTOBUIHON Kelle3sl — 1
pa3 B 6 mec.;

- CaHAaTOpHOE JIeYeHHE B MECTHBIX CaHATOPHAX JUIL  GONBHBIX
reMaTOIOTHIECKOT0 IPOdHIIs;

- CaHal¥s 0YaroB XpPOHMYECKOW HH(EKIINY;

- ICUXOJIOTHYECKas U COLMAlIbHAA aNlanTalys, IpohOpHeHT LS

- XemaTopHAs TCpalus MU ypoBHE QeppUTHHA B CEIBOPOTKE KPOBH Gomee
1000 ur/mn

- TEpamus aHIPOreHaMH H TI'e€MOIO3THIECKHMHU }(balc"ropawm pocra mpH

TIOABJICHAN 3aBUCHMOCTH OT TeMOTPAaHC(Y3MH WM abCOMOTHOM KOJHYECTBE

HEUTPoGhHIOB MeHee 500 KIIeTOK B MKIL.
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- mepenuBaHue TpoMOouMTapHONW Macchl NpH ypoBHe TpombouuToB <20

000/MM  SpUTpOLMTAPHOH MACChl — TNpPH HAJIWYMM TIPU3HAKOB aHEMHMYECKOH

THINOKCHH. [lpemapaTsl KpoOBM JOJDKHEL OBITE OOMYYEHHBIMH, JIHLIEHHBIMH

TIEHKOLMTOB H XEJIATEIEHO OT OJHOI0 JOHODA;

- TIPH TIOBHILEHWH TeMIEpaTypsl Ha (oHe HEHTpomeHHWH HeoOGXOmUMO

IpOBCICHHE MI/IKPO6HOJ“IOI‘H‘I€CKOI‘O HCCIICTOBAHUA U Ha3HAQ4YECHHUEC

aHTHOAKTEepHAITbHOM Tepamuu Kak mpu GpeOpuinbHoit Helitponenud. [IpopunakTrka
UHOEKMOHHBIX M TeMOPParWyeckMX OCJIOXHEHWH IPOBOAMTCS Kak IIpH
npuobpeTeHHO#M amactideckoi anemuM.IIpodunaktuyeckue mnpuBuBKE [0
TPaHCIUIAHTAMM pa3pellleHa BaKI[MHAIWS HEXUBBIME HWHAKTHBAPOBAaHHBIMM

BaKIIMHaMH COIJIaCHO BO3pPAaCTHOMY MPUBUBOYHOMY KaJT€HAAPIO U npo6a MaHTy
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Cunzpom IluHCccepa — JHIrMaHa — Koyna (Bpoxaéuubiii JiucKepaTos)

Llunccepa—JHrmana—Koyna — penKui reHeTHUeCKrii CHHAPOM KOCTHO-

MO3TOBOH HEIOCTAaTOYHOCTH, COI'IpOBO)K)IaIOHJ,HfIcH agoMaIHAMH KOXH H

CIIH3HCTHIX 000I0YEK, a TaKxKe xapaKTepn3y101uni?Ic£ HpeﬂpaCHOHO)KCHHOCTBIO K

3JI0OKa4EeCTBCHHBIM 3a00JI€BaHUAM.

STo0 TEeHETHUECKHA [IEeTEPOTCHHOC 3a00JIeBaHHEe C Pa3sHbIMH TAAMA

HacinenoBaHus. Ha naHHBIH

MOMEHT H3BecTHBI 6osee 10 TeHOB (DKC1; RTELIL; TERC; TERT; NOP10;

NOLA1,2,3; WRAPS3;NHP2; TINF2; TCAB1 wu jp.), OTBCTCTBEHHBIX 32

passutue BJIK.
B OCHOBe pa3BATHs MAAHHOro 3a0OleBaHMs — JCKHT TeHETUYECKHA

,Z[eTepMPIHIIpOBaHHOB YKOPOYECHHE TeJIoMEP WU CHUXXEHUE AKTHUBHOCTH

TeJIoMepasbl, 9TO 00BsACHAET CHMIITOMOKOMILIEKC 0O0JIe3HM: TIOPAXCHHC KOCTHOTO,

MO3ra, KOXH M CIIH3UCTBIX oboiouek, TaKk Kak TIoMeocTas OJTHX TKaHen
obecrieqrBaeTCs WHTEHCHBHOM mpoim@epanyedt Ha HMPOTSKCHIH BCEW IXW3HH

gelI0BeKa.
KozxHble NPOSIB/ICHUSA
OcHoBHAs TPHa/ja CHMIITOMOB!

1. JuctpodmdecKie H3MEHEHWs HOTTEBEIX IUIACTMH: - HOTTH TOHKHE,
JIOMKHE - XapaKTepHa IIPOJOJbHAS HCYEPISHHOCTH - CITYCTs HEKOTOPOe BPEeMs
HOTTEBBIE IUIACTUKA MOT'YT CaMOIIPOM3BOJIBHO OTIAAATh (uarme Bcero Ha MU3MHIAX
CTOM)

2. TuIepuMrMeHTaIHA KOXKHA: - MATMEHTAlls TI0X0Ka Ha CeTKY - OCHOBHAA
TOKATIH3aIMs: JIMIO, Ies, BEpXHss YacTh IPYJHOM KIETKH - CPE[HWH pasMep
IIOpaXEHHBIX YJaCTKOB — 2-8 MM B IHaMETPE - CO BPEMEHEM KOXa arpocbnpye"rcx,
nproOpeTaeT KOPUIHEBEIH OTTEHOK - MOTYT HA0IIOJAThCS TeIeaHTUIKTA3UU

3. Ilopaxenue CIH3HCTHIX 000JI0YeK PTa: - BE3HMKYINEI, TEPEXOMSAIIUE B

3PO3HH - NAIMIIIOMEI - aTPO(Hs COCOIKOB A3bIKA - THHIUBHUT - JEHKOILIAKHA - CO

BpeMeHeM HabIro1aeTcs BEIaieHue 3y00B
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IloMaMoO OCHOBHO# TpHaIbI YacTo BosHMKawT: 1) I'Hreprunpos crom u
JanoHel 2) Axporanos 3) Anonerus |

Jpyrue mnposenenms: 1. IlopaxeHde rIia3 (KOHBIOKTHBHT, OlehapHr,
SKTPOIIMOH, KaTapakTa M Tiiaykoma) 2. Aruactaueckas aHeMHS (IeOIOTHpPYET
"acCTeIMU KPOBOTEYEHUsIMU U3 Hoca) 3. ITo Mepe mporpeccupOBaHHA Pa3BUBAIOTC:
1. mvMyHOmedmuur 2. GuUOpO3HEIE NEpepOXAEHHS IerKUX ¥ IedeHH 3.
3JIOKaeCTBEHHBIE HOBOOOpa3oBaHMEM (ITIOCKOKIETOYHEIM Pak POTOBOM IOIOCTH,
TOPTaHH, pEeXe - aneHOKapUWHOMA IIOJDKEIyLOYHOM IKeNe3bl, JHUMQPOMBEI
Xomxxuna) 4. V TpeTd 60IBHEIX HAGIIONASTCS YMCTBEHHasi OTCTaJIOCTh

Jdarnocruxa

OOmeknunrdeckrii aHanu3 KpoBH (moBeimenne COD, nefkonuTO3,
HEWTPOIIEHHIO, MaKpOIIUTO3, TIOBLIIICHHUE deranpHOrOo remornobuHa, manee
PasBUBACTCA IAHIMTONEHHs) IHCTONOTHYECKOe HCCIeNOBaHke IOPAKEHHBIX
YIaCTKOB KOXH (aTpodus 3IuIepMuca, YBENWYEHHEe MHUTMEHTAIIAA 6azanpHOTO
CJIOAL, B IEPME — yBEITMIEHHUE KOJIMIECTBA MENIaHO(AroB B COCOIKOBOM M CETIATOM
CJI0%X, PaclOIMpeHHe COCy[JOB MHKPOUMPKYISITOPHOrO pycna. Bo3MOXHO
HapymieHHe CTPYKTYpPbl KOJUIalreHa U  (parMeHTAalWsd ero BOJOKOH. '
IluToreHeTMdeckde TecTH, HaIpaBleHHBIE Ha BBISIBIICHHE XPOMOCOMHEIX

aHomajuii ' CTepHaJIBHaH IIYHKIIHsI KOCTHOI'0 MO3ra JUid OL€HKHU COCTOSHUS

KOCTHOMO3I'OBOI'O KPOBETBOPEHHS

Jleuenmue. EnuHcTBEHHBIM METOIOM JICUECHUS SBISETCH TPaHCILIaHTaIUSA

KOCTHOT'O MO3ra.
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Cunapom IlliBaxmana — Hatimonpa:

— penkoe MYJIBTHCHCTEMHOE 3aboneBanue, XapaKTepHu3yrolleecs
IPEHMYINECTBEHHO HapyIIEHHEM IFeMOM033a, 3K30KPHHHOM HEIOCTATOYHOCTBIO
TIOIDKETYIOYHON HKENe3kl, 3aMepiKKOR (QU3HYECKOro pasBHTHS M aHOMAIMSIMU
KOCTHOM CHCTeMBI. Tax xe uMeroTes HMMYHOJIOTHYECKHE HapYIIeHWUs, IOPaXKeHHEe
[IC9CHH B BHJE NOBHIIEHUS AKTUBHOCTH TpaHCaMHHA3, TOBPEXJECHHUE 3MaiH
3y00B, HEHPOKOTHHTHBHEIE pPacCTpOMCTBa H JpPyrHe CHMIITOMEL 'CH_LZ[
ACCOMMUPYETCA C BRICOKHM PHCKOM Pa3BUTHS MHEIOIUCILIACTHYECKOTO CHHIIpOMa

(MJIC) u 3moxadecTBeHHEX TpaHchopManui, 0CoOEHHO B OCTPBIM MUEIOMIHBIR
ne#ko3 (OMIT)

Pacmpocrparermocts B Poccuu HeumsBecTHa.  IIpy  amammze.

SIMACMHUONOTHIECKHX IMOKasatenel u3 2728 GoNbBHEIX, 3apEIrUCTPUPOBAHHLIX B
base mepBHYHEX MMMyHOTEbUITATHEX COCTOSIHHM, B PETHCTP BKIIOYEHEI 38 eTei
c CIIIJI.

ITHOJIOrHs

Oxonmo 90% mnanmMeHTOB C KIMHMIECKHAME cumnToMamu  CIIJ wmeror

OHaseNbHbIe NaTOTeHHEIE BAPHUAHTHI B BBICOKO KOHCEPBaTUBHOM reHe SBDS,

KOTOPBIM JIOKAIM30BaH Ha [UIMHHOM Iulede 7 xpoMocomsl (7ql1). Cocemnui

nceBiored SBDSP Ha 97% romoioruyen ¢ resom SBDS, =o COIEPIXHUT ACIICIIUHA U
U3MEHEHUS HYKJIEOTHJIOB, KOTOpEIE IPENSTCTRYIOT o6pazoBaHMIO
yHKIHORaNEHOrO Genka. IIpHGiusuTensHO y 75% 6omsrbx CIIJ] BEIsBICHE!
[TATOTCHHBIC BapHaHTBI, BO3HMKAIOLIKE B DE3yJbTATE KOHBEPCHU TeHa cC
IICEBIIOTEHOM.

I'emaTomoruyeckue nposiBIeHHs.

Camas gacras reMaTolIOrmdecKas naroﬁorm, BO3HHKAIOIIas [IOYTH y BCEX
TAIMCHTOB ¥ AMAarHOCTHpYyeMas yXe B HEOHATaNbHBIM NEPHOX - HEUTpomeHus.
Ona MoXeT 6BITH Kak IEPCUCTHPYIOLIEH, TaK H NEePHOAMYECKOH, IIPH KOTOPOH
COIepXaHWe HEUTPOQHIOB KONEeOIeTcs  OT 9PE3BEIYaHHO HH3KOrO JIO

HOPMAJIBHOrO ypOBHH. Y HEKOTOPHIX NALHEHTOB HABIIONAIOTCS HapyIIeHUs
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MHTpalid H XeMOTaKCHca meifrpounos  npu  SDS 1,14,19. Habmronaercs

C YpOBHEM TpOMOOLIMTOB MEHEe 150x109 /m, a Taxkxe

TpOMOOIHTONIEHHS,
JIa3UH,

Tpex/IHHelHas uuToneHHs. OTMEUEHO HECKOTBKO CIIydach TSKENOH aIl

Tpebytomel nepeaHBaHHsS KPOBH. BuoncuiiueIl obpasel] KOCTHOrO MO3ra, Kax

IIPaBHJIO, BREIIVISIOHT I UIOIJIACTHYECKHM, C ITOBBIIICHHBIM collepKaHHEM JKHAPOBOH

TKagH. Y HEKOTOpBIX ITAIIHECHTOB BCTpeYaeTC i OHHOHHHeﬁHaﬂ runoiuia3usi, Kak

paBHIIO, MHETOHAHad. HacTo HabmoaeTcs rpaHyIonod3 Co CABUIOM BIIEBO. Kaxk

IIpaBHJIO, B 3PHUTPOUIHEIX, MHEIOUJHBIX H MeI‘aKapI/IOIII/ITapHBIX KJIeTKax-

IpeaIeCTBCHHUKAaX 3aMETHBI JETKUE JUCIIIIACTHICCKHE HU3MEHEHHS, CTCIICHb

KOTOPBIX MOXET BapbHPOBATh. OJIHaKO BBEIpKCHHASA MYJIBTI’IJIPIHGI‘/’IHM OHUCInIa3susd

BCTpEYACTCA PEXE U MOXKET CHITHAIIM3UpPOBaTh O 3JI0Ka9eCTBEHHBIX H3MEHCHHAX

CIIMHHOI'O MO3T4a.

Hapyniesne (GyHKIHH IOKeJTyA0YHOH ’Kese3bl, IHTAHHE H 60J1e3HH

neYyeHn
Kimuwaeckuii npusnak CIIJI (SDS)- HapymieHHe 3K30KPHHHOW (QYHKIAH

[OJKeTydOTHOH skenme3pl. [WCcTomorMdecKkue HCCIeIOBaHUA IIOJKEITy JOYHOM
JXejie3bl IIOKa3bIBarOT OGHII/IpHOC 3aMeleHre IaHKpPCaTHYCCKHX aIliHyCOB
KHMPOBOM TKAaHBIO C COXpaHEHMeM OCTpOBKOB Jlanrepranca ¥ IIPDOTOKOB.:
Hapymenue QyHKIMH TOKEIYT0OIHON KeIe3bl, Kak IIPaBUII0, TUarHOCTUPYETCS B
TeyeHHe MEePBhIX 0 MECAIeB XKH3HU HiH (y 90% MALMeHTOB) B TEUCHHE IIEPBOTO
roga xwu3HA. CeKpelys 3JIEKTPOJMTOB H JKHAAKOCTH B IIPOTOKAX OCTAETCsS B
npejienax HOpPMBL, OHAKO CEKpelis IPOTEOIUTHIECKUX (ePMEHTOB CYIIECTBEHHO
IIOHM)KEHa, YTO INIPUBOJUT K creatopee. Y ManeHbkux gaeredt ¢ CIIIJ] wgacro
BO3HHKAeT remaroMmeranus. IIoBeImieHHBIH ypoBeHH (EPMEHTOB TII€4EHH B
CBIBOPOTKE KpoBH Habmojaercs y 75% mainueHTOB, Yaine BCEro y MJIaJCHIEB U
MaJIeHbKHX J€TeH, 1 HOPMAII3yeTCS C BO3PACTOM.

Apyrue nposisienusi. CILJ| BBI3BIBAaeT Takde GONE3HH KOCTEH, Kéuc
AUCIUIA3HA CKENeTa M OCTEONOpPO3 ¢ HU3KMM KOCTHBIM O6MeHOM. JIvcInasus
CKeJIeTa OOBIYHO BEIPAKAETCSH B MeTapu3apHBIX H3MEHEHUAX JJIMHHBIX TPYOUaTHIX

KocTei 2 .
OCTCH M  pEOEPHO-XPAMIEBBIX COECAMHEHHH, OHAKO BCTPEMAlOTCS TaKKe
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HEKOTOphle Oojiee pelnKHe KOCTHELIE IAaTOIIOMH, TaKWe KakK NO00aBOYHEIE WM
CPOCIIHMECST MaNbIbl. Takxe BO3MOXHEBI 3aM031aj0€ MPOPE3LIBAHME KOPEHHBIX

3y00B, mqucmIasus 3y0OB, IOBBIIIEHHBIM pPHCK Kapueca 3y6oB, 3a0oleBaHMS

[IapoJOHTA.

Y OGONBIIMHCTBAa ITAallMEHTOB B IPYJHOM BO3pacTe OTMedYaercs 3afiepiKKa
POCTa, TPYAHOCTH C KOPMIICHHEM W/UITH YacThle HHMOEKIIH.

Knunnvecknit IHArmos CraBUTCS HAa OCHOBAaHHMHM  COBOKYIIHOCTH
reMaTOJIOTHYECKOM NuTOmeHuK Jo00ro BHAa (Yamle BCero HEHTPONEHHMH) M
HapYIIEHUs 9K30KPUHHON QyHKIIMT ITOMKETYI0IHON KEeIe3EL.

BO3MOXHEHI ClIeAyIolnue reMaToIorH9ecKre OTKIOHEHHS:

a) HeHTpomemmss <1.5 x 109/, BBIIBIEHHAs KaKk MHHAMYM IBaXIBI 3a
NOCTIeHHE MUHUMYM 3 Mecd1ia;

0) TMIONPONYKTHBHAS LMTONCHHUS, BEIIBICHHAS KaK [BAKIEL 33 MIOCIEIHUE
MHHUMYM 3 MecqIa.

Ipu3nakn, HOATBEPKAAIOLIHE AHATHO3, HO Tpedyrommue
AONO/IHHTEIBbHBIX JOKA3aTE/JLCTB:

a) CTOWKWH IIOBBINICHHBI YpOBEeHb IeMOTNIO6MHA F, BLISBICHHBIH KAk
MHHUMYM JBaXIBI C IPOMEXYTKOM KaK MUHHMYM 3 MecSIIa,

0) CTOHKHUHA MaKpOITUTO3 3PHTPOIUTOB, BEITBICHHBIA KAK MHHHUMYM IBaTHI
C IMPOMEXYTKAMHM KaK MHHMMYM 3 MeCsla, He HMEIOIMi Apyrod STHONOTHH,

TaKOW KaK I'eMOJIM3 UII HeXBaTKa ITUTATEIBHBIX BEIIECTB.

B) NOHWXEHHBIH ypOBEHb (DepPMEHTOB MOIKETYIOUHOM KENess! ¢ YYETOM
Bo3pacTa [(exanbHas 571acTa3a, TPHUICHHOTEH CHIBOPOTKH KPOBH, (nzo-)aMHna:sa.
CBIBOPOTKH KPOBH, JIAIIa3a CEIBOPOTKH KPOBH].

Anarnocruka

o0mMi (MONHBIA) aHANH3 KPOBH, CpeJHee T€MaTOKPUTHOE YHCJIO;Ma30K
nepupepudecKoil KpoBH, mubGepeHIHaN, aHANW3 PETHUKYJIOLUTOB, YPOBEHb
remoryiobnHa F nu KoaryjiorpaMMy B CiIy4ae KIHHHYECKMX CHMIITOMOB
KposoTedenns. Ecim ects nmopospenne Ha CIIJT wm nuaruos IIOATBEPKIEH, IS

0a3oBoro OCMOTpa PCKOMEHIyEeTCA IIPOBECTH MAa30K ITYHKTara KOCTHOI'O MO3ra,
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OHONCHIO W LMTOIHMHETHYECKYIO OLeHKY. [lonHbid anamus KPOBH — OCHOBHOj
napamMeTrp, KOTOPbIH HeOOXOAMMO KOHTPOJIHPOBATH: NS CTAGMIBHBIX [aHEeHTOR
€r0 HaJI0 MOBTOPSATH KaXble 3-0 MecsiLes. |

ITamesoit craryc V nereit ¢ ndargoctupoBanibiM CILJI 06p14HO uMeloTCs
HapywmeHus nuranus. [lo sTolt npuunmHe pexoMeHmyercs TiuarenbHas 6asoBas
OLIEHKA POCTa, BECA H AHTPOITOMETPHUECKUX JaHHBIX.

Jeuenune CIICHHAJTH3HPOBAHHOE nIedyebHOe IIMTaHHUEC, 3aMECTUTEIJIbHAsA

depMeHTHAs Tepanwus NperapaTaMy TIAHKPEATHHA, KOPPEKIMH TeMaTOIOTHIECKHX
HAapyIIeHHH = MpenapataMH  TIPaHYJIOLUHWTAPHOTO  KOJOHHECTHMYIHPYIOIIEro
¢akropa (I-KC®). BaxHEIM sBIAeTCS JONONHUTEIbHOS  HA3HAYEHHE
XHPOPacTBOPUMBIX BUTaMHMHOB (A, D, E, K) u Makpo/MHKpO3IEMEHTOB IIOX
KOHTpOJIEM MX COAEPIKAaHHA B CHIBOPOTKE KpoBH. [IpH BO3MOXKHOCTH IPOBOZST
IPOQUNIAKTHKY OPTONEAWYecKHX nedopMaluii M XHUPYPrUYECKOe JICUCHHE
KOCTHBIX JieopMmanyid. JleTaM M IOAPOCTKAM HEOOXONHM JOIIONHHTEIBHEIH
npueM Kaneima oT 500 mo 1200 Mr/cytr — mox KoOHTpoieM oOmero u
HOHM3HUPOBAHHOT'O KAIBIHs B KPOBH, W/HIH PEHTTEHOJIOIMIECKOTO Hccnenoaamm
(koHTpONE ocTeonoposa). B psage coydaeB TpeOyroTcs mpenapaTsl Homa, MarHus,
I[MHKa, cejeHa. HadangpHas J03a TaHKpEaTHUECKWX 3aMEHHTENeH ToIDKHA
cocrapnars 2000 ME mo jumnaze Ha 1 xr Beca B cyTku.Bce GonbpHBIE, HMErOITHE
TsDKeNIylo HeWrporenuto (MeHee 500 K1/ MKI) HMiM abCOMOTHOE KOIHYECTBO
HEHTPODUIIOB CTOHKO MeHee 1000 KJI/MKIIL, COITPOBOXJAIOIIIEECS
PeLHIUBUAPYIONIMME  HHBa3HBHBIME  GaKTepHalbHbIMA  W/HIH IPUOKOBEIMH
MHGEKIHUAMH, PELHIUBHPYIONIAMA CTOMATUTAMH M MHTHBUTAMH, HYXIAIOTCH B
Tepanuu npenaparamu OuiarpactuM unu JleHorpactum. JI03HpoBKa M KpaTHOCTH

BBeNeHMS nNojOupaercs WHAMBHAyanbHO. OOBMHO mpenapar BBOIUTCA B

HaYaIbHOM 703e 3—5 MKI/KI Macchel Tena 1 pa3 B IeHb. IIaneHTs! MOy T OTBE4ATh
Ha JiedeHre 110 [PEPHIBUCTOH cxeMe ¢ HeGonpmmuMe noszamu [-KCO® (nanpumep,

2-3 MKI/Kr Kaxasle 3—5 mHeid). Jlo3y BBENEHHS U 4acTOTy ONpenesseT Bpad-

remMaroyIor I0J, KOHTPOJIeM KIMHWYECKOH KapTHHBI W TIeMOIpamMMEL ITocme

GGE R R~ RN B

noadopa 036l U KPATHOCTH BBEIEHHUs IIperapara I-KC® xjuaAYecKUuy aHaIu3
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kpoBH (0bs3aTeNeH MOACIeT JefikonuTapHOM (opMyiibl) TIpoBoauTCs 1-2 pasa B
Mecsi. AHaIH3 KPOBH clieflyeT IIPOBOJUTE HE paHEE 18—24 4 mocie IoCIeaHero

peenenns npenapara [-KC®. [IyHKIHIO KOCTHOrO MO3Ia € MOpP(]OIIOTHIECKUM U

IIUTOJIOTHYCCKUM HCCIIeIOBaHHEM KOCTHOMO3T'OBBIX KIIETOK XKeJlaTeJIbHO

MPOBOIHUTH EXKETOMHO..
Ipornos CIHIJI oTHOCHTCA K HEH3ICTMMBIM 3a607eBaHUAM, I103TOMY

AlOTCS B HEILPEpHIBHOM Tepaluu M aKTMBHOM JHCIAHCCPHOM

TAIUEHThl HYX]
03a, KOppeKUUH

HaG.THOIIeHI/II/I B TeYeHHE BCEH XU3HM. Ilocne YCTaHOBJ'IeHI/Iﬂ Juard

HYTPHTHBHOIO CTaTyca, Mog0opa 035l hepMeEHTHBIX TIPENaparoB U Ipernapara I-

KC® mammeHT Iepefaercs IO[ JUCIaHCEPHOC gaboneHue Ieauarpa,

reMaroJjiora ¥ racTpo3HTEpoIora 110 MECTY JXHUTEJIbCTBA..
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Anemun lasimornra-baexdena (A1)

POANAR  QOPMA  BPOXACHHON  AIIAWH  KPORCTROPCHHE, B OCHORHOM
EPACHOKICTOMMON (PHTPOIANOI Y, PanNero # ACTCRON BOIPACTA, PAIRURAIONIIAICH
BOPCINARTATT anoirola OPUTPOHIHKX TIPCAIICCTREHHHKOB B KOCTHOM MO
BCaCACTRIE JedekTa OuocHiTesa pubocowm.

B nactosuiee Bpems GOMBIINHCTRO FEHETHYECKH PACIIHPOBAHHKIX ClyHaeH
AL SRISOTCS  PE3yABTATOM  TFAMIOTHIHYECKOH  HEAOCTATOUHOCTH  [EHOB,
Koqupyvionmx Oenkm manoi wan Gonmbwoit cyGveamuuin  pubocom;
MACHTHOMUMPOBaKK! Takke eanHHuHble cayuan AJIB B pesynbrate myTanuu
resos GATAL, FLVCRI1 u TFR2.

Kanmnuseckas kapruna

« Hucno TpoMBOUMTOB M JIEHKOLMTOB B OCHOBHOM B Ipejesnax HODMBI,
PeaKo MoxkeT ObITh TPOMOOUMTO3, TPOMOOLMTONEHHS W/ HITH HEHTPOTIEHHS.

* Ilopoku pa3sBuTHS, KpOMe HH3KOro pocTa, BeTpedarores B 47% Clly4aes:
4HOMANMHM Yepera U JIMUEBOro CKeJieTa (THIIEPTE/IOPHU3M, BBICOKHH BBIMYKJ/IbIH 1100,
rorudeckoe Hebo, HebHas paclueNMHa, IUIOCKAs CIMHKA HOCA, MHKPOTHATHS,
MMKpOLe(aNns, MEKPOTHS, HU3KO PAacloNIOXKeHHbIE YUIHbIE PAKOBHMHEI) — 50%, u
4HOMANMK KHCTeH pYK (YABOEHHBIH, paCILEIUIeHHbIH, 3-(panaHroBblil GONLIION
nanet, cuHuakTHaus) — 38%, marosnorus cepaua (nedexrt MEXOKEITY JOUKOBOKH
NEPErOPOJKH, JAePeKT MEXKIPEACEPIHOH MePEropoiKH, KOApPKTALUs aopTsl,
rerpaja ®anno) — 30%, ¥ MOYENoONOBOH CHCTEMBI (nogxoBOOGpa3Has mnouka,
YABOEHHE MOYEBBIBOIAUIMX IyTeH, rumocnagus — 39%, codeTaHHbIE IIOPOKH
pasuTHs BCTpevatoTcs B 21% ciydaes.

* ©u3uyeckoe passuTHe HU3Koe. Huskuil Bec npu poxciennn BCTpEYaeTcs B
10% ciydaes, npu 9TOM B MOJOBUHE H3 3THX ClIy4yaeB OTMEYaeTcsi OTCTaBaHue
GHu3MUECKOro pasBUTHA OT recTallHOHHOIO Bo3pacra. bonee 60% GonbHEIX UMEOT
pOCT MeHee 25 nepueHTHIIS.

* OTCyTCeTBYeT renartocrieHoMeraus,

Kapuorun kierok xocTHOro Mosra u KpoBH 1TpH AJIb He u3meHeH.
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* TIpeapacio TomeHHOCTE K VTOKAMEC TROHHKIM HOROOODA YORAHK M

Ofgrareahibie KPHTEPHNR!

» Hopwoxpowmmas, 000 MaAKpOnnTapias, anemus » pannem poipacte Gen
BORICHONMSE PV ITHN KICTOMHMN Tl

* Pommsy 300U T0neHns.

* HopvoxkgeTounsil  KOCTHBIH MO € CeNeKTHBRHBIM  YMCHBIICHHEM
MPHTPOANBIX

NPCIINCCTBCHBAKOB (<6%0).

* Bospact <1 roaa.

Jdonoauureasanie KpUTepHN:

* Hammume wmyraumii B pubocomansumix rewax (RPS19, RPS10, RPS24,
RPS26, RPLS,

RPL11, RPL35a, RPS7, RPS17).

* Cemeiinbiii anamues.

* Bposkiennbie aHOMaIHM Pa3BUTHS, XapaKTEPHBIE VIS KJIACCHYECKOH AJlb.

* llossimenue HbF (a1 naunentos crapue 6 mec.).

« TloBbilleHHe aKTHBHOCTH SPUTPOLMTAPHOM AaJIEHO3UH J1€3aMUHA3BI
(eADA).

KOCTHBI MO3r ¢ BHAMMBIM OTCYTCTBHEM HOpPMOOJIACTOB, B psje ciydaes
OTHOCHTENIBHOE MOBRILICHHE KOJIMYECTBA IPO3PUTPOGIACTOR WK HOpMasHOE
KOJIMYECTBO NPO3PHTPOOIACTOR C apeCTOM CO3PEBAHMS, YMEHBILICHUE KOJTHYeCTBa
3PHTPOHJIHBIX MPEJIIECTBEHHHKOB (MeHee 6%), HEeU3IMEHEHHbIe MHUENOUHBIH #
MEraKapUIHTapHBIA POCTKH KPOBETBOPEHHUS.

Jdeyenne

-5 nuHus TEPAnuHy: I moxoxopmxocrepou,uﬂaﬂ Tepanus

B orauune ot npembigyumx pexomen nanuii CErOJIHS IIIIOKOKOPTHKOMTHAS
Tepanud He HasHadaercs JetsM ¢ AJIB wa nepsom FOJly MH3HH B CBA3H C

CYILECTBEHHBIM HapyluieHUeM pocra pebenka,
I

Tepanmuio
fokokoprukocteponsamu (I'KC; npeanusonon, METHIINPEHU30JIOH) HAYWHAIOT

4€pe3 2 Hex rmocie nposeeHHol TPaHC(Y3UH IPUTPOLUTHON Macchl B BO3pacTe
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1215 wec womn. Tlpr cyviecTresnmix npofieMax ¢ REHOINBIM JOCTYTIIOM W
HEAOCTYTTHOCTH APUTPOUMTHO MACE 1 HateRaluero Ka'ecTna
(relixoaenseruposarioil 1 obayvennoil) TKC moxio waumiat, ¢ 6 mec;, npu
CHIMIOCTRCHIOM CHIDKCHWI TeMTIOR pocta peGenka (Menee 30 vewrwied x 12 mec)
crapt TRO repanm Moxuo otaoxuts a0 15-18 mec, Craprosas gosa TKC 2
MIRTONT B TeNenmne 2 - 4 Hea. NPH OTCYTCTBHH OTBETA OTMEHA B TeueHHe 3 el
Pl HaausuroTeeTa (cTabMau3anms remornobuua shie 90 /71, peTHKyIOUMTO)
poctencnnoe chamkerne a03bt TKC no 0.5 mr/kr/cyr kaxasie 2 wea, npw
AOCTHACHMH 1031 | MIVKI/CYT TeMIl CHIDKEHHS 1103kl 3aMEUTHTh — Kax/bie 4
HEI, BOSMOXCH NEPeXO1 HA ATbTEPHHPYIOILIHH DPEXHM MpHeMa rpenapara,
CKOPOCTH CHMKCHHUSA 103bl B 3TOM Cllydae — Kaxble 8 Hepl.

Kpurepun rematonornyeckoro orsera na I'KC:

* nomueiit — Hb >100 r/a, HopmanbHoe yncno PETHKYJIOLUTOB;

* acTuyHbli — Hb 85-100 r/n, Hamuuue PETHKYJIOLIMTOB;

* OTCyTCTBME OTBeTa — Hb <85 1/, PETHKYJIOLUTOIIEHUS.

2~ [INHHUS TepaluK: 3aMeCTHTeTbHas TEpAIHUs IPUTPOLIUTHON MACCO

EnuncTsennas onuus s nanmenTos s Bo3pacTe <1 roxa u 10-14 ner u ue
OTBETUBIIMX HA TEPAIHIO |- TUHHEH.

IloporoBoe 31auenne Hb mis NIPOBENECHUS reMOTpaHChy3UK:

* s 1eTed nepsoro roxa xusau 90-100 /I

* U1 NalMeHToB crapule 1 roga 80-90 r/.

Pexomernyercs HOPMOTPAaHCQY3HOHHBIH  pexxuM 3aMECTUTENIBHOMN

[IpOrPaMMHOH  TEpanUH 3PUTPOLUTHOMH Maccod, T.e. comepxanue Hb nocne
TpaHCQysuH JIomkHO coctaBmaTe  115-120 /.

SPUTPOUATHOH Macce! 10-15 mur/kr,

O6sem TpaHcdysupyemoit
KpaTHOCTb — kaxapie 3 - 4 ey, . [Mpu

OTCYTCTBHH sdhdexra Ha I'KC-repanuio TPAHCIUIAHTALMS  IeMOO3THUECKHX

cTBoNOBRIX Kietok (TI'CK) or POACTBEHHOTO MNM  HeponcTBennoro HILA-

COBMeCTUMOro AOHOpa MoxerT paccma't‘puaa'rbcx Kak aJIbTepHATHRA [TOXU3HEHHOM

3aMECTUTEINILHON Teparnuu IPUTPOLIUTHON MacCcol st manuenToR MIanme 9 ner

Scanned with DocScan



——ﬁ

Bpoxaennast aMerakapHOIHTAPHAS TPOMOGOLHTONEH U

— TpombouMTOmEeHHMSs y fneTel  BeieaCTBHe amMeraKapuoIMTO3a.
Hacnenyercs mo ayrocoMHo-pereccuBHOMy [IPH3HAKY, BbI3BIBAEMOE MYTaLMAMH B
regke c-mpl. C HapymeHuHeM OSMOpHOreHesa Ha 7—9-H He; TIecTalMH.
["eMopparuyeckuit CHHIPOM IIPOSIBIIsETCS OBEIMHO B IIEPBBIE JHU XU3HHU peOeHka
H Xa8paKTepH3yeTCs KPOBOTOYHBOCTHI0 MHKPOLMPKYIATOPHOTO TUa. [Ipy aHanH3e
KpOBH ONPENEISIOTCA BRIPAXKEHHAS TPOMOOIIHTOIICHH S, YaCTO aHEMHUS, HapyIIeHHe
arpeTalliOHHON (QYHKIMH TPOMOOLUTOB. KOCTHO-MO3TOBasi IyHKLHMS BEIABJISET
THIIOIUIA3HIO WM  aIUlasHI0O  MeTaKkapHOIWTApHOro  ammapara.  IIporHos
3aboneBanus HeGnarompuaATHBIN. Uame Bcero IPUYMHOM CMEpTH ObiBaer
KPDOBOM3IIUSHHE B 'OJIOBHON MO3T.

CAMT nonpasaensercs Ha:

* TEO | XapakTepu3yeTcs paHHMM HadajJoM 3a00JICBAHHS C TSDKENOM
IaHIMTOIICHHEH, B TOM 9YHCIe M TPOMOOLHTONCHUEH, CHIDKCHHEM AKTHBHOCTH
KOCTHOI'O MO3Ta;

* Tunm II mporekaer 6onee MATKO M XapaKTepU3yeTCs CKOPOTEYHBIM
YBEIIMYCHHEM YHCIIa TPOMOOIMTOB ITOYTH [0 HOPMANbHBIX 3HAYEHHM B TEUCHUE
IIEPBOro T0Jia KU3HY, CHIKCHUE METaKapHOLUUTOB B KOCTHOM MO3Te IPOSBISIETCS
B BO3pacTe 3 JIeT U II03XKe

Ha mepBBIX sTamax paccTpOHCTBO MOXET IPOTEKAaTh 6e3 BBIPaKEHHBIX
CHMIITOMOB, 9TO 3aTPyJHSCT ero PaHHIOK IHATHOCTHKY. OCHOBHEIM MPH3HAKOM
TPOMOOITUTONIEHHH SBISETCS KPOBOTEUEHHE, IPOHMKAIONIEE CKBO3b KOXKHBIE
IIOKPOBBI, XEIYA0K, POTOBYIO U HOCOBYIO HONOCTE. HMnorma mMoxer mpousoiTy
HauboJiee OIacHOe KPOBOTEYEHHE — BHYTPHUEPEITHOE.

Knunuyeckasi kapTHHA

-Msmerenne LBeTa KOXH, KOTOpas IOKPHIBAETCS MEIKMMH, KPacHBIMH
TSTHBIIIKAMH.

-PaccTpoiictBo hynxiun XKKT.

-IlobnenHeHUe KOXHBIX IIOKPOBOB.
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-PeGeHOK MOXET OTKa3bpIBATBCA OT MHINM, YAaCTO OBIBATH BSUIBIM,
anaTHYIHBIM.

-CH¥DKeHHe MacChl Teja.

-HeBponorugeckue HapylIeHHs, YTO MOXET OBITH CBI3aHO C MOPaXEHHEM
LEHTPaJIbHOH HEPBHOM CHCTEMBL.

OcHoBHBIM MeTonOM Jteuenust KAMT siBsieTcst TpaHCILIAHTAIMA KOCTHOIO

MO3ra
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Cumapom drpesa- lamemena

-wacneacTmenwag AA ¢ ofinew  nopaxenwen kponetesopenns  Hed
BOOR ICHNRY AROMATHE PaRETHE

Frwanorus w BATOreNeY KON Ty o hio- Hac 104C TROWHAS
awme@nwnnns axruarol wesenxuws. Habmonaot cemeitinie cityvan aboicsanns
T oMoppanEeecunil JHATE TPOSRISETCS HOCORBMME KPOBOTEIOHIEM

I buwoxwwus  KPOBH.  XPOHHYECKAS, BRPAKOHHAN  TMIEPXPOMIAS
MaKpoLRTApHAS asemus. Xpourveckas neitkonenns. Xpouuieckas rpomboriesns

2 Kocthmill MO rMNONIACTHNECKME WM anjacTHveckuil, Goraraii
REPOBRIME  OTI0RCHMEMH. 3. HopMatsHas OCMOTHUCCKAR W MEXaHH9eCKas
PCSMCTCHTHOCTS IPUTPOUMTOB ( AHDDEPEHUIHANBHO- IHATHOCTHHECK I NPHIHAK).

4. Peumamnupyiouine HOCORbIE KPOBOTEUCHH.

5. Orcyrersme  uHbaHTHIHIMA (AnddepeHIHAIBHO- AHATMHOCTHHEC KU I
UPHMIHAK).  OTCYTCTBMC  AIMNOIHOrO  rHranTusMa  (anddepeHumansho-
AMACHOCTMYCCKME  NPM3HAK),  OTCYTCTBHE  NATONOIHYECKMX  (UIFMEHTHBIX
OTH0KeHMHE (IHOPEPEHIHATBHO- IHArHOCTHYECK Ml [IPUIHAK).

[Tomumo  HapylwieHHs KpOBETBOpEHMS JUIS JlAHHBIX AeTel  xapaktepsa
OHPCACNCHHAN BHELUHOCTL — CBET/IBIE BOJIOCHI, WIMPOKO pPACCTABIEHHDIE riasa,
KYPHOCBIE HOC. AILTACTHYECKYIO AHEMHIO B 9TOM BADHAHTE COMPOBOXAAET

VBCIMYCHME NEUYCHH M CEJIe3eHKH.
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BoJae3ns KocTManHa

(mepekT  pelenTopa  KOJIOHHECTHMYTHpYrOero — (axropa —rpaHyIOUHTOB
[138971,1p35p34.3, ren CSF3R], p, accounanus, ¢ sxcnpeccueir HLAB12) —
TDKeNas ~ BPOXJEHHAs  HEWTPOIIeHHA, OTHOCHTCA K HACICACTBEHHBIM

ayTOCOMHOPEIeCCUBHEIM ~ ITyTeM. IIpomcxomut

3aboeBaHusIM, Iepenaercs
HapylLIeHHe CO3peBaHMA 3pENBIX  I'PaHyIlIOLHTOB,

BBIP@OXEHHBIM CHIDKGHHEM HeHTpoQHIOB B TepH(pepaIecKod KpOBH, €TI0 IaeT

KOTOpPOE  IIPOSIBIAETCA

KIIHHHKY arpaHylIonuTrosa. Ilatoreses 3abonepanus HesceH. BeposATHO, B OCHOBE
HapyIICHHS CO3PEBAHHUSA HEHTPODHIIOB IEKHT AeUIMT HaKTOPOB, OTBETCTBEHHBIX.
3a nu(GEepEHIIMPOBKY KIETOK Ha CTaIMd NPOMHEIOLHTOB MIIH bonee paHHHX
xierox. KiIMHuMdeckd 60J€3Hb MOMKHO 3allOfO3PHMTh TOrHa, Korza y pebeHka
PaHHEro BO3pPAacTa IOBTOPHO ITOSBJISIOTCS THOMHUYKY Ha TeJe W OCTaBIISIOT mocue
cebst pyOILEI, HATIOMHHAIONIAE OCIeHHBle. B jJanbHelmieM Ha IEpBBIA IJIaH
BEICTYIIA€T AIbBEOISPHAs MHOPEst — CHMIITOM HACTOJIBKO MOCTOSHHBIH, ITO CaM 1o .
cebe MODKEH CTaTh OCHOBaHHWEM JUIi HCCieoBaHMs KpoBH. JleTw 3a00neBaroT
MOBTOPHEIMH [THEBMOHHUSIMH, Y HUX MOTYT Pa3BHBAThCS aécueccsl JIETKHX.
KapTuna KpoBH: HeATPODUIOB WX HET COBCEM, MM OHM IPEACTABICHAI
12 % mpu HopMmansHOM JefikonuTo3e. B KpoBH M KOCTHOM MO3re OTMEYaloTCH
303uHOGMIMS H MOHONHTO3. KoiHiecTBO TPOMOOIITUTOB ¥ JPHUTPOLMTOB HE

U3MEHEHO. YBEIHYECHHUE coiep>XaHuss MOHOIIUTOB B KPOBH MOXET SABHTHCA

HUCTOYHUKOM [JHArHOCTHYCCKHUX O]_[II/I60K, KOTOPBIM CHOCO6C’I‘BY€T MOJIOOOCTH»

3THX MOHOIIMTOB: CIPYKTypa fAOpa HECKOJIBKO TI'OMOI'€HHa, HHOIZIa BH/IHA

Hykzeona. HacTosmmx GIacTHBIX KIETOK HET, TO3TOMY HpPEIIoNioXeHue 06

OCTpOM JIEMKO03€ JOJIKHO OBITH OTGpOI.IIeHO. HCCIIGZ[OB&HHC KOCTHOI'O MO3ra,

IIOMHMO 303PIHO(I)I/IJII/II/I H MOJIOABIX KJIE€TOK MOHOITUTAPHOI'O psAaa, 06Hapy}1<n3ae'r-

0OpEIB CO3peBaHHs TPAHyJIOUTOB Ha CTaJUH IIPOMHEIOLHTOB, IPOLEHT KOTOPBIX

pe3ko Bo3pacraer (10 2030), uTonmasMa CoaepKuT

OOWIbHY!0  3epHHMCTOCTh.  OIMCEIBAIOTCS ~ BapHaHTHl  MOCTOSHHOH

HEUTPOIIEHNH, 7l CO3peBaHKe HERTPO(UIIOB OOpEIBaeTCS Ha CTaIHH MHEIIOLIUTOB.
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OcHoBHOH MeTox JiedeHHs IIpH cuHIpome KocTMaHHa - pexoMBHHARTHEIH
TPaHyJTOLMTAPHEIH  KOJNOHHECTHMYNHMpPYIOUHH  ¢akrop  (buirpactuM u
JICHOTPACTHM) B TepaneBTHYecKoH nose 6-100 MKI/KT B CyT, HpemapaT BBOMST
NOAKOXHO. IloonepXHBarONIyl0 O3y MOAOHMPAIOT MHIMBHAYAIBHO, YTOOBI
COXpaHsTe abcomoTHOe uwmeno Heifrpodunos Beime 1000/mMm3. TIpuMeHSFOT
[IOXH3HEHHO, IIEPEHOCHMOCTh Xopomias. B mepwox 00OCTpeHHS HHOEKIHH
HCTIONB3YIOT AHTHOHMOTHKM IIIHPOKOrO CIEKTpa MAEHCTBHS, ITPOTHBOIPHOKOBEIE
npenapatsl. B 0co00 TSDKENBIX cilydasx MmoKaszaHBl TpaHCQY3MH ITOHOPCKHX
TPaHyJIOIIHTOB. YYMUTHIBAS BRICOKHM PHCK PA3BHUTHH JIEHKeMHH, OONBHEIM CIETYET
HaXOMUTBCS IION MEIUIMHCKMM KOHTpOJEM C JMHAMHYECKOH OIIEHKOH
remMorpaMmel.  IIpH  pPE3UCTEHTHOCTH K  JIEHEHMIO  I'PaHYJIOIHTAPHEIM
KOJIOHHECTUMYIUPYIOMUM (aKTOpOM HIIH IIOABICHMH MyTalli¥ T'eHa perentopa
TPaHyIONMHUTAPHOTO KOJOHHECTHMYIHPYIOMEro (akTopa IIOKa3aHa ajUIoreHHas

TpaHCILIaHTaI\us KOCTHOI'O0 MO3ra.
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3axaroyeHne

Amnnactudeckas aHeMusi (AA) OTHOCHTCA K Ipymiie penkux 3abosepanuit

CHCTEMBI KpPOBH, OIHAKO B IIOCleoHee Bpe€Ms CilyYdad alllasrid OpraHog

KpPOBETBOPECHHsI BCTpedaroTCs yalle. Hpa.I(TI/IKYIOIIIHM Bpa4yaM BaKHO 3HATb O

OaHHOH IIaTOJIOT'HH Hu YMETH CBOCBPEMEHHO IIOCTaBUTL  AHAT'HOS 71

I pepeHIHpPOBaTh ¢ APYTUMHE 3a601eBaHHAMHA
IIporro3 maHHOro 3a60JNE€BaHMS 3aBHCHT OT 3THOJIOTHYECKOro (hakTopa,

OCTPOTBEI TEYEHHS M CTEINEHH HapyIICHHs KOCTHOMO3TOBOI'O KpPOBETBODEHHMA.
BonbHele ¢ HaciencTBEHHBIMH (OpMaMm, HETSKENOM aIIacTHYeCKOd aHeMueH
HMEIOT JIy4lIHi IPOTHO3. Y GONBHEIX C GBICTPOIPOIPECCHPYIOMINM TEICHUEM,
TSDKEJIBIM T'€MOPPari4eckKiM CHHIPOMOM — IUIOXOH IporHo3. Y GOIBHEIX C
KpahiHe TsoKenol AA H cozepxkaHueM rpaHynoruroB Menee 0,2 109 /m maxe
Hocjie TpaHCIUIAHTAllHH KOCTHOIO Mo3ra IIPOTHO3 KpaiiHe HeOIaronpHsTHEIA.
Omrako B HacToslee BpeMs HaKOILIGHBI CEphEe3HBIE MaHHBIE, ITO3BOJIAIOIIHE
HaJIeSIThCSA Ha BOSMOXXHOCTD PEATbHOTO H3IIETIeHHS STOT'0 TSDKETIOro 3a001eBaHks.

ITockonmbKy TIpHYAHOW pa3BUTHA MaHIWTONEHWH Npu AA sBIgercs

HMMYHOOITOCPEJJOBaHHOE ~ HCTOIIECHHE A CHIDKEHHE IpONH(EPaTHBHOH

cnocobHOCTH TeMOIIO3THYECKHX IIpeAIECTBEHHUKOB, CYIIECTBYIOT ABC
TEOPETHYECKHE BO3MOXXHOCTH KOPPCKIIHWHA AA — 3aMernieHHWe HEJOCTAKOMIIETO

KOJIM9ECTBA CTBOJIOBBIX KJIETOK JOHOPCKHMH U CHATHE MHTHOMIIAHA POITH(QEPayin
pe3UIyaNbHBIX CTBOJOBBIX KIeTOK. JIis nedenns AA MHPOKO IPAMEHSIOT 3TH JBa
Meroja. IIepBElii W3 HUX — AIOTeHHAs TPaHCILUIAHTAIMS KOCTHOTO MO3ra, BTOPOX
— mMMyHocymnpeccuBHas Tepanus. O6a MeTona paBHO 3Q(EKTHBHEI B JICHCHHH

ecJld OlLIEeHMBAaTh IEpPCICKTHBY Ha JOJITOCPOYHYIO BEDKHBAEMOCTE H

AA,
moanepxkyu. IlanueHTam,

OTCYTCTBHE H€O6XOHHMOCTI/I
HUMCHOIIIHM HIL A-uneRTU4HOIO JOHOpa, IMPOBOIAT TPAHCIUIAHTAIIHIO KOCTHOIO

TpaHC(QY3HOHHOH

mosra (TKM). DdoexrusHOCTE cocTaBsieT 75-90 % MOIHOIO BEI3IOPOBICHHA.

Tepanus ATT (aHTHTAMOLMTAPHEIH HIMMYHOIIIOOY/IHH) B Ka9eCTBE [epBOY JIHHUH

ABJISIETCS 30JIOTBIM CTaHAAPTOM JICUCHHA aIUTacCTHYEeCKON aHEMHH y nalnreHToB, HE
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noasemammy TRKM [Die npodwraktuxn rexenwx nobGounkix peakunit na A1l
(avaduiaxcus.  cwmoporonHas  Gonemn)  HAMANAIT  KOPTHKOCTCPOHANLE
OPENapaThl (MCTIINPEINIIONON WIN  Opeaniionon) n jaose [TMIUKE B CYTKH

CPOROM Ha T4 el ¢ nocaeayioneit nocrenenioil orMenoit
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