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Beenenne

Hapyuenus cunTe3a remoriobuna (Hb) sBisiioTest HaceACTBEHHBIMY,
reHeTHYEeCKHMHU 3a00JIeBaHUSIMH, K KOTOPBIM NPEUMYIIECTBEHHO OTHOCUTCS
CeproBHIHO-KIIeTOuHas 60JIe3Hb M pa3iiMYHbIC BUIbI TAJlaCCEMUHU, KOTOPEIS

COCTABJISIOT GOJIBLIIYIO IOJII0 Y HOBOPOXIEHHBIX C TEHETUYECKUMU
3a00JIeBAaHHUSAMH.
TepMHHOM «TaJlaCCEMUS o603Havaercs rpymnmna 3adojaeBaHUi KPOBH,

XapaKTepU3yromuxcs MNOHMXXEHHBIM CUHTE30M OIHOI'0 UJIX NABYX THUIIOB

NOJHIEeNTUAHBIX nenei (o uin ), popMUPYIOIIMX HOPMATIEHYIO MOJICKYITY
remoriio6uHa B3pocioro yesnoseka (HbA, a2p2), pe3ynsTaToM KOTOPOro ABIACTCA

CHUXXEHHUC YPOBHs HAITOJIHEHUA 3PUTPOLHUTOB I'CMOT: JIOOUHOM U aHEMUS.

TanacceMHH NPEACTABISIOT 000 reTepOreHHYI0 IPYITy HapyLIeHUI
reMorio0uHa, Ipu KOTOpoi B pe3yibTare HapyLIeHHOro CHHTE3a onHO# uiu Oonee
[TI06HMHOBBIX 1IeTeif YaCTHYHO WM MMOJHOCTBIO YIHETAeTCs POy IHPOBAaHHC
HOPMAJBHOIO IeMOrTo0UHa. BBIIN OmMcaHb! HECKOJIBKO TUIIOB TalacCeMuu,
KOTOpBIe TIOIy4YHIIY Ha3BaHHE B COOTBETCTBHUE C NOpaKeHHON TNOOMHOBOU LIETIBIO.
Hau6onee pacnpocTpaHEeHHBIMH H KTHHUYECKH BaXKHBIMH THUIIAMH ABISIOTCA B-,

B0- U a-TanacCeMHMH.

Bonee 70% HOBOPOXIEHHBIX, IOPAXEHHBIX CEPIIOBHIHO-KICTOIHRIMA
HapyIICHUSIMH, €XXETOJHO MOSIBIISIOTCA Ha CBET B CTPaHaX Adpuxuy,
pacIIONOXKeHHBIX K Jory oT Caxapel, a OCTaNbHbIE CTy49al B pasHBIX IPOLIEHTHBIX
COOTHOILEHHSX (OT HU3KOTO JI0 BBICOKOrO YPOBHSI) IPUXOAATCS HA IPYTHe HacTH
cgera. Tanaccemus, Bkmouas HbE, BcTpeyaeTcs IpeUMyIECTBEHHO B CTpaHax
Cpenu3eMHOMOPCKOI'0 6acceiina, Ha CpeaneM BocToke, B IOxHoi#t 1 BocTouHOM
Asun, B cTpadax FOxxHoi yacty Tuxoro okeana u B IOxuoMm Kutae, ¢ ypoBHAME

HocuTesei rena O0Je3HH OT 2% 1o 25%.

Ha ceroqusIuHnil JeHb 00mIENpU3HAHHBIM ABJIAETCS TOT dakTt, 4yTO
reMOIJIOOMHONATHH HE OrpaHUYEeHBI KaKUM-JIH00 OTJIEbHBIM PETHOHOM, OHH
JBJISIOTCS LIMPOKO PaclpOCTPaHEHHBIMH 110 BCEMY MHUpPY 3a00JIeBAHUSIMU U
npeacTaBlIA0T coGoii obanpHyIo NpobieMy OOIIECTBEHHOTO 3PaBOOXPAHEHNUS.
[eMOIOOMHONATHH PacpOCTPaHUINCh B CBA3U C MUTpanyei HaceneHus U3
SHIEMHUYECKHMX PailOHOB B CTPaHBI, 1€ OHHA KpaiiHe pefIko BCTPEeYaIuCh CPEH
KOPEHHBIX KHTeNeH. K takum crpanam orHocarcs CIIA, Kanana, ABcTpanus,

1O:xHas Amepuka, BenikoOpuTaHus 1 dpaniysl, MUTpalus B KOTOPhIE

[POM30LLIIA OKOJIO BEKa Hasall U IIe ceifyac rpymIbl STHHYECKOrO MEHBIINHCTBA

HpeﬂCTaBHeHBI YXKE B CBOEM 4YeTBEPTOM WJIH IIATOM NOKOJICHUH.



IIaTorenes

TanaccemMus sBIISETCS reHETUUECKHM 3a60JIeBaHHEM C 2yTOCOMHO-PELECCHBHBIM
HacyieoBanneM. HernocpencrseHHoH NpUYKMHOM NaTONOrUH BBICTYHAOT
pasjiH4yHble MYTAllMOHHbIE HAPYLIEHHUS B F'eHe, KOIUPYIOIIEM CUHTE3 TOM WIM UHOM
uend reMornoOouHa. MonekynspHyto oCHOBY AeeKTa MOTyT COCTABIIATE CUHTES
aHomanbsHol MaTtpuuHoil PHK, neneunn cTpykTypHbIX reHOB, MyTalMu
PETYNATOPHBIX N'eHOB MO0 HX HeaddhekTUBHAsA TpaHcKpunuus. CliencTaueM
NON0OHBIX HAPYLIEHHUH CIIY)KUT CHI)KEHHE WJIA OTCYTCTBHE CHHTE3a OJHOM U3

NMOJIUINICTITHAHBIX reMONIO0 MHOBBIX uerneu.

Taxk, npu b-tanaccemun 6era-lenu CHHTE3UPYIOTCS B HEJOCTATOUHOM KOJIUYECTBE,
YTO MPUBOJUT K U30BITKY alibda-lLieneid, 1 Hao00poT. M30BITOYHO NPOAYLIUPYyEMbIE
MOJIMMENTHAHBIE HEMU OTKIAABIBAIOTCS B KJIETKAaX SPUTPOUAHOIO Psijia, BEI3bIBAs
HX MOBpEXIEHHE. ITO COMPOBOXKIAETCS AECTPYKIHMEN IPUTPOKAPHOLIMTOB B
KOCTHOM MO3I'€, [€MOJIM30M DPUTPOLIMTOB B eprdepudeckoit KpPOBH, THOEIEBI0
PETUKYIJIOLUTOB B cenezeHke. Kpome atoro, npu b-tanacceMuu B 3pUTpOLUTAX
HakaruiBaercs deranbHbIi reMoriodun (HbF), He ciocoOHBINA TPaHCIIOPTHPOBATE
KHUCIJIOPOJ B TKAHH, YTO BBI3bIBAET pa3BUTHE TKaHEBOW I'MIIOKCHH. BeieacTaue
KOCTHOMO3I'OBO# runepIia3uy pa3BuBaeTcs qedopMaiis KOCTEN CKenleTa.
AHeMus, TKaHeBas THIIOKCUS U HedQGeKTUBHBIA SpUTPOINIOI33 B TON MU HHOM

CTEIIEHH HapyIIaloT pa3BUTHE U pOCT pedeHKa.

JIyist roMO3UroTHOH (OpPMBI TaJJaCCEMHH XapaKT€pHO HaJU4He ABYX Ae(PeKTHBIX
r'eHOB, YHAcJIeI0BaHHBIX 0T 000X poxruTeinel. [Ipu rerepo3urortHom BapranTe
TaJJaCCEMHH TAllHEHT SBIAETCA HOCUTENIEM MYTaHTHOIO I'eHa, YHACIEJOBAaHHOTO OT

OJIHOT'O U3 POJUTEIIEH.

[ 'MoOHHOBBIE LIENH UMEFOT OYEHBb YETKYIO CTPYKTYPY, 4TO 00€CIIeYHBaET UX
GBICTPOE HAINOMHEHHE KHCIIOPOJIOM B allbBEOJIaX JIETKMX U €10 KOHTPOIUPYeMBbIH
NOCTENEHHbIH NIepeHoC B TKaHU. YeTKas CTpYKTypa ITOOWHOBBIX 1ienei
KoaupyerTcs reHamu, Koropsie conepxarcs B JIHK xpomocom 16(renetnueckuit
xactep o) ¥ 11 (reHeTnyeckui knactep B). IlpuMbikas K CTPYKTYpHBIM reHaM, T.€.
pacnoJjiarasich cnepeau (B 5’ HanpasiieHnH nocnenosarenbHoctu JJHK, Beimie
y4acTKa LieN) ¥ 32 HAMH (B 3’ HampaBieHHH nocienosarensHocTd JIHK, Hinke
y4acTKa LieMH), JIEKaT HECKOJIBKO HYKJIEOTHIHBIX I0C/IEI0BATEIBHOCTEH,
BBHIMOJIHAIOILMX PETYIATOPHYIO POJib, T.€. OHHM OTIPEMENAIOT, KAKOU I'eH OymeT
«3alyiieHy, a KaKod «BBIKIIOYEH» U HACKOJIBKO CHJIBHOH OyeT ero sKcIpeccus.
Bo B3pociioM BO3pacTe QoJiplllag 4acTh INTOOMHOBOrO CHHTE3a IIPOMCXONHUT B
spuTpobIacTax B KOCTHOM MO3IE. ['eMOMIOOMH JOJIKEH UMETH IIpaBHIIBHYIO
CTPYKTYpY ¥ JIOJIKEH 6bITH cOaTaHCHPOBAH TaKMM 00pa3oM, 4TOOBI KOJIMYECTBO O~

jiereii TO4H0 COOTBETCTBOBANIO 6b1 KonuuecTBy B-lieneil. Korna Belleyka3aHHbIE




U= LAIACCEMHNA = 910 HACJIEACTBEHHbIE HAPYILIEH s, XapaKTepU3yoLecs
CHH)XCHHOMN MJIM NMOJABJIEHHOH BbIpaboTKOM 0-T106UHOBBIX Leneit. YenoBeueckue
IIOOHHOBbIE IeHbI AYGIHPYIOTCS U Pa3sMELAIOTCA B TEIOMEPHOM KOHIIE KOPOTKOIO
y4acTka XpoMOCOMSI 16. a-TanaccemMust o0yciioBieHa, Kak MPpaBHIIo, AeleunsIMA

kpynHbix pparmenToB JJHK, KoTopble comepxaT oOHH I 06a 0-TI0GUHOBBIX
reHa.

Heneuus 0MHOro 0-rMOGHHOBOTO reHa NMPUBOAUT K LIMPOKO paclpOCTPaHEHHOMY B
MHpe 0€CCHMIITOMHOMY HOCHUTEILCTBY 3a6071€BaHHUs.



Kiaaccndpuxaums

C y4eToM NOpaXkeHHsl TON WITK HHOH NOJIMNENTUAHOM Leny reMorioonna

pasiy4aroT:

O

®)

6]

CTaTUCTHYECKH Yallle BCTpe4acT A B-TaHaCCCMI/Iﬂ, KoTopasi, B CBOIO

a-TaacceMHIO (C MoaBlIeHHeM CHHTE3a allba-lenen HbA). Jannas dopma
MOET GbITh NPEJCTaBlIeHa FeTEPO3UTOTHBIM HOCUTEIECTBOM
manuecTHOrO (0-thl) MM HeMoro (0-th2) reHa; roMO3UIOTHOM a-
TanacceMueil (BOASHKOMN IUI0Ja C TeMOTIOOMHOM Bbaptca);

remonioounonarueiit H

b-tanacceMHIoO (C IOAaBJIEeHNEM CHHTE32 6era-neneit HbA). Bkimodaet B

ce6s1 TeTepO3UTOTHYIO ¥ FOMO3UTOTHYO B-TanaccemMuro (anemuto Kynn),
FeTepO3UTOTHYIO ¥ TOMO3UTOTHYO Of3-TanacceMHmio (F-TanacceMHIo)

y-TajiacceMHIO (C MOIaBIeHNEM CHHTE3a ramMMa-Lerneil reMoroouHa)

S-ramacceMuIo (C MogaBiIeHUEM CHHTE3a nenpTa-1eTnen reMOTTIO0ONHA)

TaJacCEMHUIO, 00YCIIOBIEHHYIO HapylIeHHeM CTPYKTypPhI reMoriooHHa.

ouepenb,

MOXeT IPOTeKaTh B 3-X KIMHUICCKUE dopmax: Maowu, OOJIBILION U

IIPOMEXYTO
(manueHTsI 10
(IpOXOTKHUTENBHOC

ypoit. ITo TSHKECTH CHHIPOMA BBICTIAIOT JIETKYXO dopMy TanacceMuu

SKABAIOT [0 MTOJIOBOM 3peNOCTH), CPeHE-TSHKEIYIO
T KH3HM 60NBHBIX 8-10 JIeT) U TSHKEIyIo (rubenb netTer

HACTyIaeT B IIepBbIe 2-3 Tofa KU3HH).



Kannuueckan kapruna

ITpuznaku G60iib1ol (FOMO3UIOTHOM) b-TanacceMuu NPOSIBISIOTCS YKe B TeueHme
1-2-ro rona xHu3nH peOenka. bonbHble 1eTH UMEIOT XapakTepHOEe MOHTONIOUIHOE
JIUL0, CEJVIOBHAHYIO NEPEHOCHLLY, OallleHHbIH (YeThIpeXyrobHblii) uepen,
runeprpodHio BepXHell 4enocTH, HapylleHHe NpUKyca, renaTo- u

cruieHoMeranHio. IposiBneHUs MU aHeMHU3a1UH CITy>KaT OJIeIHbINA UM 3eMIIUCTO-
XEJITYLWHBI IBET KOXHBIX NOKPOBOB. ITopakeHne TpybuaTsiX KOCTeMH
COMPOBOXKJIA€TCSl OTCTABAHUEM B POCTE M MATONOrHYECKUMH MEepeIOMaMH.
Bo03MOXHO pa3BHTHE CHHOBUTA KPYNHBIX CyCTaBOB, KaJIbKYJI€3HOIO XONEUCTUTA,
3B HIKHHUX KOHeYHOCTeH. MaKkTopoM, OCIIONKHSIOUIMM Te4eHHe b-TanacceMuy,
BBLICTYIIAE€T NFEMOCHIEPO3 BHYTPEHHHUX OPraHOB, IPUBOALIMHA K Pa3BUTHIO NMPPO3a
neyeHH, Gubpo3a NnomKeny104HOM Kenessl U, Kak ClIeICTBUE, — CaxapHOTO
nuabeTa; KapAMOCKIIepo3a U CeplevHOi HeoCTaTOYHOCTH. bOoNbHEIE
BOCIIPHMMYHMBBI K HHMEKIMOHHBIM 3a60/IeBaHHAM (KHIIEIHBIM HHEKIUM, OPBU

H 1p.), BO3MOXKHO pa3BUTHE TsHKENbIX POpM NHEBMOHHUH U CETICUCA.

Marnas (reTepo3uroTHas) b-tanacceMust MOXXeT IPOTEKATh 6ECCUMIITOMHO HIIK C

MUHHUMAJIBHBIMHU KJIMHUYECKUMH IPOSABICHUAMH (yMepeHHI)IM YBEJIUYECHUEM
CeJIE3E€HKHU, HE3HAYUTEIIBHO BBIpa)KeHHOﬁ I‘HHOXpOMHOﬁ aHeMHeﬁ, )Kajio0aMM Ha

MOBBILIEHHYIO YTOMJISEMOCTB). AHAIOTHYHAs CUMIITOMATHKa CONPOBOKAACT
TeueHHe TeTePO3UroTHON GOPMBI a-TalaCCEMHUH.

Ipy roMO3UTOTHOM QopMe a-TanacceMHuu anbda-11eny NONHOCTHIO OTCYTCTBYIOT,
(heTapHBIA reMOTIOOHH y IIIONA HE CHHTE3UPYETCHL. Jlannast popma TajacceMuu
HecOBMECTHMaA C )KU3HBIO, YTO NPUBOJUT K BHYTpUYTpOOHOH rudenu miona
BCJIe[CTBHE Pa3BUBAIOILETOCS CHHIPOMA BOJAHKA TN CaMOIIPOU3BOJIIBHOMY
npepbIBaHHIO OepEMEHHOCTH. Teuenue remornoounonatu H xapakrepusyercs

pa3sBUTHEM [eMOJIUTHYCCKON aHEeMUH, CILICHOMETaJINY, TSHKENIBIX KOCTHBIX

H3MEHEHUH.



JAnarHocTuka

TanacceMHIO CeAyeT 3anoA03pUTh Yy JIKI| ¢ CEMEHBIM aHaMHe30M,
XapaKTEepHbIMA KIIMHMYECKUMH NPU3HAKAMH U Ta0OPaTOPHBIMH NOKA3aTeNAMK
BoJIbHbIE TaJlaCCEMHEN HYKIAIOTCS B KOHCYJIBTALK IeMaToJIora U MeIMIMHCKOro

I'CHCTHKA.

THOHYHBIMH FEMATOJNOrHYECKUMH H3MEHEHHMSIMH CIIy>XaT CHIKCHUE yPOBHA
reMODIOOMHA M [{BETOBOIO [IOKAa3aTess, TUIIOXPOMHUS, HAIMI1e MULIEHEBUTHBIX
SPHTPOLIUTOB, NOBBIIIEHHE YPOBHA XKeJie3a CBIBOPOTKU KPOBH 1 HENpPSMOTro
6unupyouna. Onexrpodopes Hb Ha alleTaT-LIeJJII0IO3HOM IJIEHKE UCTIONB3YeTCs
JUISL OTIpENIeTIEHUs] Pa3THIHBIX TEMOTTIOOMHOBBIX dpakumit. ITpu uzydeHnu
IIyHKTaTa KOCTHOTO MO3ra 00palaeT BHUMAHHE rUnepIuia3us KpacHoro
KPOBETBOPHOIO POCTKA C BBICOKHM HCIIOM 5pUTpOOIACTOB U HOpPMOOIacTOB.
MoJeKynsSpHO-TeHeTHIECKHE UCCITeI0BAHMs TO3BOIIIIOT BBISIBUTH MYTalIMIO B
JIOKYCE a- WX P-TobuHa, Hapymalouyo CHHTES NONMTIENTHAHON LENH.

Ha kpagHorpamMmax np# 60NbIon b-Ta/aCcCeMUH BBISBIAETCS HIONbYaTHIM
neprocto3 (GeHOMEH «BOJIOCATOro yepena»). XapakTepHa NonepeHas
MCYEePUEHHOCTh TPYO4aThIX U INIOCKHX KocTeil, HalM4re MEJIKAX 09aros
octeornopo3a. C moMoLbo V3U OprolHoi NOJOCTH oOHapy>KUBaCTCsA
reraToCIIEHOMEralysl, KaMHH JKeTIHOTO ITy3bIpA.

TIpy MOKO3pEHMH Ha TaNacCeMuUio TpebyeTcs HCKIIOUUTD Kene301eGULMTHYTO
AHEMUIO, HacJIeICTBEHHBIN MUKpOC(EPOLIUTO3, CEPHIOBHHO-KICTOHYIO AHEMHUIO,
AyTOMMMYHHYIO TeMOIIATHIECKYIO AHEMUIO. B ceMbsX, IMEIOIUX OOIbHBIX
TanacceMueil, peKOMeHTyeTCs POBEIEHHE reHEeTHYECKOro KOHCYIbTUPOBAHUA
CYyIpyroB U JHBa3HMBHOM JOPOIOBON AUArHOCTAKM (GHoTICUH XOpUOHA,
KOpAOLIEHTE33, aMHHUOIIEHTE3a) 7Sl BBIABICHUA reMOrIOOMHONATUH Ha PAaHHUX
prKJIeHHe TOMO3HUTOTHBIX GopM TanacceMuu y

cpokax 6epeMEHHOCTH. ITonTBe
{10/ CITY/KHT TTOKa3aHueM JUld MCKYCCTBEHHOTO IPEphIBaHMA OepeMEHHOCTH.



Jleuenue

Jleue6GHas TaKTHKA IPH Pa3JIMYHBIX opMax TajacCeMUM HEONUHAKOBA. Tak,
ManuenTsl ¢ MaJIoli b-TanacceMueil B teueHuH He Hyxnatorcs. C Ipyro CTOpoHs!,

GOJIbHBIM C NOMO3UIOTHOH b-TallacceMueil ¢ mepBbIX MeCALEB XU3HU TpebyeTcs

npoBeieHHe reMOTPaHC()Y3NOHHON Tepanuy (epeBaHue PasMOPOXEHHBIX UK
OTMBITBIX PHTPOLMTOB), BBEEHHE XEJIATUPYIOIINX NPENapaToB, CBA3BIBAIOIIIX

xene3o (nepepokcaMuHa), NMIOKOKOPTHKOUIOB IIPX BOSHUKHOBEHUH
reMOJIHTHYECKHX KpH30B. IIpH Bcex ¢popMax TajacCeMUH IOKa3aH IpUeM

npenaparoB GoNHeBoii KHCIOTH ¥ BUTAMHHOB IPYIIIbI B.
Ipu runepcterusme (ocobeHHO Ha pone reMornobunosa H) TpeOyeTCs yaaleHue

cesne3eHKH (CruieHaKToMusl ). M3-3a CKIIOHHOCTH K IIPUCOEIUHEHHIO
HH(EKITHOHHBIX OCJIOKHEHHM GOBHBIM PeKOMEHyeTcs 00si3aTelbHas
BaKLMHAIMS TIPOTHB ITHEBMOKOKKOBOM MH(eKIMH. MHOroo6euaronmm METON0M

JIeYeHHUS TajlaCCEMUU CIIY>XUT TpaHCILUIaHTalUs KOCTHOT'O Mo3ra oT

TUCTOCOBMECTHUMOI'O 1OHOPA.
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