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HacnencrBeHHble 3a001eBaHusI KPOBU YacCTO BBI3BIBAIOT (POPMHPOBAHUE TSDKEIBIX MATOIOTHH, IPUBOISLINX
K MHBAJIMIHOCTH €IIe B AeTCKOM Bo3pacTe. HeoOXxoiMo MOBHIIATh yPOBEHb OCBEAOMICHHOCTH Bpadeil 0 JaHHBIX
Oone3Hsx, 6osee MoAPOOHO M3ydaTh BOMPOCH! STHOJOTUHM U MATOTeHE3a. DTO MOMOXKET YIyYIIHTh JAUArHOCTUKY
BBIILCYOMSHYTBIX 3a00JI€BaHMIi, a B JAJIbHEHIIEM [TO3BOJIUT CBOCBPEMEHHO HA3HAYHUTH BEPHOE JieYeHHE U H30e-
JKaTh MHOTUX OCJIOXKHEHHIL. B ocHOBe MexaHM3MOB Oone3Hu BumneOpanaa NeXUT TeHeTHIecKui feeKT CHHTe3a
(axropa Bunnebpanzna, oTBeYaromero 3a aare3uro TpomMObouuTos u crabmmsanuio VIII dakropa cBepThIBaHUA.
V¥ naumenTtoB ¢ 6one3Hpro KocTMaHHa OTMeYaroT CleAyromue N3MEHEHHUs: OTCYTCTBUE SKCIPECCHU T'€HOB MoJIe-
xynsl HAX1, mytanus B rene ELANE. Ilpu cunapome NUmeperynn — I'pecbeka, XapakTepu3yomeMcst Ae(HIUTOM
kobOanaMuHa, onpezessaorces Myranun B renax CUBN, AMN. Tanaccemus sBIsieTCs pe3ylIbTaToM HAaCIEeICTBEHHBIX
neeKToB B reHaX, KOIUPYIOINX o- U B- menu nioduHa. 'eMoguius Bo3HUKaeT B pe3yibTaTe HapyLIeHHs] CHHTE3a
B OHOM U3 ciexyromux ¢akropos cepreBanmst: VIII, IX u XI — u nposBiasieTcss KpOBOM3IHAHUAMEI U APYTUMU
reMopparuyeckuMu nposipiaeHusaMu. OOpa3oBaHHe IPUTPOLMTOB chepryeckoil Gopmbl Ipu 001e3HN MUHKOBCKO-
ro — [llogdapa nmpoucxomut B pe3yinsrare MyTaluy B OAHOM M3 FEHOB, OTBEYAIOIINX 33 CHHTE3 - U 0-CHEeKTpHHA,
aHKUpHHA, poTenHa 4.1 u 4.2 1 nonocs 3.

KuoueBble ciioBa: 6osie3nb Buiie6panna, 6ose3nb Kocrmanna, cunapom Umepceaynn — I'pecbexa, Tasnaccemus,

remopuiius, 60;1e3u MuHkoBckoro — Illlogdapa

FEATURES OF ETIOLOGY AND PATHOGENESIS
OF RARE HEREDITARY BLOOD DISEASES
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Hereditary blood diseases often cause the formation of severe pathologies that lead to disability in childhood.
It is necessary to raise the level of awareness of doctors about these diseases, to study in more detail the issues
of etiology and pathogenesis. This will help to improve the diagnosis of the above-mentioned diseases, and in
the future will allow you to prescribe the right treatment in a timely manner and avoid many complications. The
mechanisms of Willebrand’s disease are based on a genetic defect in the synthesis of Willebrand factor, which is
responsible for platelet adhesion and stabilization of coagulation factor VIIIL. In patients with Kostmann’s disease,
the following changes are noted: lack of gene expression of the NAH1 molecule, mutation in the ELANE gene. In
Imerslund-Gresbeck syndrome, characterized by a deficiency of cobalamin, mutations in the genes CUBN, AMN
are determined. Thalassemia is the result of hereditary defects in the genes encoding the a- and B-chains of globin.
Hemophilia occurs as a result of impaired synthesis in one of the following coagulation factors: VIII, IX and XI
and is manifested by hemorrhages and other hemorrhagic manifestations. The formation of spherical erythrocytes in
Minkowski-Shoffar disease occurs as a result of a mutation in one of the genes responsible for the synthesis of - and
a-spectrin, ankyrin, protein 4.1 and 4.2 and band 3.

Keywords: Willebrand’s disease, Kostmann’s disease, Imerslund — Gresbeck syndrome, thalassemia, hemophilia,

Minkowski-Shoffar disease

HacnencrBenHble 3a00s1eBaHUsI KPOBU He-
PEIKO SIBISIOTCS MPUYUHON CEpPhE3HBIX OC-
JOXKHEHHH W WHBAJUIU3AlMd HACEJICHUS.
ITpu 5TOM yacTo TpedyeTcst HPOAOKUTEIEHOS
U Jloporocrosiiee jJedeHne. B Hactosmmii Mo-
MEHT 3THM MaTOJIOTHAM HE YyIeNseTcsl TOJDK-
HOTO BHHMMAaHHS, IO3TOMY HEOOXOAWMO II0-
BBIIIATh YPOBEHb OCBEIOMJICHHOCTH Bpaveii
0 JaHHBIX OONE3HAX, Oosiee MOAPOOHO U3yYaTh
BOIIPOCHI ATHOJIOTUH U MATOreHe3a.

Llens wccnenoBaHMs — W3YYUTh JaHHBIC
Hay4HBIX CTaTeH M JINTEePaTyphl, OTPayKarOLINe
STHOJIOTHUIO U NATOT€HE3 PEIKNX HACIEeCTBeH-
HBIX 3200JICBaHUA KPOBHU.

MarepuaJjbl 1 METOAbI HCCIETOBAHUS

B mccrnenoBanuy MCTONBE30BaHBI MaTepHa-
JIbl HAYYHBIX UCTOYHHKOB, OTPAXKAIOUIUX MPU-
YMHBI U MEXaHU3MBl TAKUX HACIEIICTBEHHBIX
3a0oseBaHi KpoBH, Kak OoJe3Hs BuneOpan-
na, Oone3np Kocrmanna, cuaapom HWmepc-
nyan — I'pecbeka, TamacceMus, TeMODHIIHS,
6omne3ap Munkosckoro — [Hloddapa.

Pesyabrarsl ucciienoBaHus
U MX 00Cy:KIeHue

Hcrokom usyuenus 6one3nn BusieOpanaa
cuuTaeTcs HayyHas padota 1926 1. npodeccopa
Opuka pon Bunnebpanaa, B KOTOpoit OH onu-
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CaJl HECKOJIBKO CIIy4aeB HaclIeACTBEHHOH (op-
MBI IOBBIIIEHHON KpPOBOTOYMBOCTH Y OAHOM
cempu ¢ Foglo [1, c. 68]. B ximHU4ecKoii
KapTHHE Tpeolramanu HOCOBEIE, JECHEBBIE,
JYHOYHBIE KPOBOTEUEHUS JINTEIBHOCTHIO 00-
nee 10 MuH, MEHOpparuu, a TaKXKe OOMIILHBIC
KpoBoTeueHHsI Oomnee 15 MUH K3 MENKUX paH,
KpPOBb B HCIIPAXHEHUSIX O€3 MaToJIO0ruu xemy-
JIOYHO-KUIIEYHOTO TPAKTa, MOIKOXKHBIE TeMa-
TOMBI, TSDKeJIasi aHeMUsl.

B ocHoBe nmarorenesa JaHHOTO 3a00JI€BaHUS
nexwut aedekT cuaresa (daxropa Bunnebpanna
(VWF), otBeuatoriero 3a ajare3ur0 TpoMOOIH-
ToB 1 crabmwmzanuio VIII ¢akropa cBeprhiBa-
HUs. YTOOBI MaKCHMAIILHO TTOHSTHh MEXaHU3MBI
JTAHHOTO 3a00JIeBaHMs, HY’)KHO Pa3o0parbecsi co
BCEMH M3MEHEHUSMH Ha MOJIEKYISIPHOM YPOB-
He. ['eH, xomupyrommii cunte3 ¢akropa Bui-
neOpaHza, pacroyaraeTcsi Ha KOPOTKOM ILIeue
12-i1 xpomocombl. CootserctBytomas HPHK
COACPKUT MH(pOPMANMIO O TOIHIIEHTHIHOMN
nern u3 2813 aMUHOKHCIIOTHBIX OCTaTKOB, SIB-
JSTIOTICHCS  OeITKOM-TIpe e CTBeHHUKOM VWE.
[Tytem oTIeIICHNH, TIMKOIU3AIH, CyTbdara-
LUH, MYTbTUMEPU3AIIY, TIPOUCXOISIINX B arl-
napare [onbmku, oOpaszyercss MpOIOIUIETHN.
Cuntes camoro (akropa BumieOpanna nomkeH
OCYIIIECTBIISITHCA B KIIETKAaX COCYHICTOTO SHIO-
TeNHs U B Merakapuormrax [1, c. 68].

®daxTop BuineOpanna ocymiecTBiseT cie-
JYIOIIUE JIBE BaXKHbIE (DYHKIIMH, HEOOXOUMbIE
JUISE HOPMAJIBHOTO (DYHKIIMOHUPOBAHHS HAIlle-
ro opranum3Ma. Bo-mepBbIX, OH B3aUMOJCH-
CTBYET C KOJUIATEHOM TIPH TOBPEXKICHUHU CO-
CYZIOB, TIPY 3TOM MEHSET CBOIO KOH(OPMAIIHIO
IUIS CBSI3bIBaHMA C TpomOormramu. MTorom
JTAHHOTO IpoIiecca ABJIsIeTCs aJire3us U arpera-
s TpombonutoB. Bo-Bropeix, VWF mepeHo-
cut B kpoBH VIII ¢akTop cBepThIBaHUS KPOBH,
SIBIISISICH JIJIS1 HETO 3aIIUTOW OT WHAKTHBAIIHH.

Jannyro 60ie3Hs OApa3aeIoT Ha 3 OC-
HOBHBIX BHJA. [Ipu Tume 1, KOTOpHINA ABISETCS
HauOonee yacTbiM (80 % Bcex ciyuaeB 0ones-
HU), HaONIOAeTCs YaCTHUYHBIA HEJOCTaTOK
vWF. HacinenoBanue npoucxXoauT Mo ayToCOM-
HO-TOMUHAHTHOMY THITy. [Ipr 3TOM pa3BuTumn
0OJIC3HN MYIJIETUMEpHAsI CTPyKTypa (akTopa
BunneGpanna coxpaneHa.

Jig Tuna 2 xapakTepHbl KaueCTBEHHBIE U3-
meHeHusa vWE. Takke B cocTaBe JaHHOTO TUIIA
AMEIOTCSl TIOJIBUBI, KOTOpble 0003HAYarOTCs
JTAaTHHCKUMU OyKBaMH.

IIpu 2A nabmromaercst ocnmadmenne vWE-
OTOCPEIOBAHHOM  aAre3ud  TPOMOOIMTOB,
a TarKkKe HEeNOCTAaTOK MYJIBTHMEPOB (hakTo-
pa Bumuiebpanpa.

2B Tun Bctpedaercs cpeau 15-30% ma-
IIHEHTOB ¢ OoJie3HBIO BumreOpanma u Hacie-
IyeTCsl ayTOCOMHO-IOMHHaHTHO [1, c. 69].
XapakTepHOH OCOOEHHOCTHIO B JAHHOM CIIy-
yae SBISETCS KadeCTBEHHOE MOBPEXKACHUE

vWEF, 4T0 ()yHKIIMOHAILHO OTpa)xkaeTcs B €ro
MOBBIILICHHON PEaKTUBHOCTU 1O OTHOLICHHIO
K TpomOouuTapHomy peunentopy Gplb. Cnen-
CTBHEM D3TOTO CIY)XHT CKJIOHHOCTH TPOMOO-
[IUTOB K BHYTPHUCOCYIHMCTOHM arperanud M HUx
MOBBIIICHHOE TIOTPEOICHUE.

Jng 2M Tuna xapakTepHbl pa3iuyHbIe Ka-
yectBeHHble Aedektsl VWF, ognako 6e3 nedu-
uTa MyIsTUMEPOB (akTopa BuieOpanna.

Ilpu Tume 2N oTMeyaeTcs HHU3Kas CIIO-
cobrocTh B3amMonelictBoBath ¢ VIII daxro-
POM CBEpTHIBaHUSI.

Takke BBIOENSIOT 3 THI, IPU KOTOPOM
3a()MKCUPOBaHO TOYTH TOJHOE OTCYTCTBUE
¢akTopa BueOpanma B COCyAHCTON CTEHKE,
miasMe, TpoMmOomwrax. SBisercs HamOosee
TSOKEIBIM M PEIKUM, TIepeaaeTcs ayTOCOMHO-
perieccuBHBIM TyTeM [ 1, ¢. 70].

B otaenbHy0 Tpyniy BBLACISIOT CHHIAPOM
Bunnebpanga TpoMOOLIUTAPHOTO THIIA, KOTO-
pBIN pa3BHUBAETCsl BCIENCTBUE KaueCTBEHHOTO
HACJIENCTBEHHOTO AedeKTa TInKonpoTenHa Ib,
00yCJIOBIMBAIOIIETO €r0 TOBBIIIEHHYIO 9YyB-
CTBHUTEJNBHOCTh B OTHOLICHWH (akrtopa Bui-
neOpanna. JlaHHas maToNoTHs MOXET OBITh
JUarHOCTHPOBaHA IO YBEITUYEHHOH 4yBCTBU-
TETHHOCTH TPOMOOIIUTOB UCCIEAYEMOTO B OT-
BET Ha HEOOJBIIOE KOJIMYECTBO PHUCTOLETHHA
(TIOBBITIICHHAS arperanus, 3aBucsmas oT (ax-
Topa BuieOpanna) U HU3KOMY COJep KaHHUIO
BBICOKOMOJIEKYJISIpHBIX (popM (akropa Bui-
neOpaHaa B IUIa3Me KpOBH (BCJIEICTBUE €rO
B3aMMOJICHCTBHUS C IUPKYIAPYIOUIUMH TPOM-
oomuramu). Ilpm >TOM 3a00JEBaHUU CHIDKE-
HHAE YHCJIa TPOMOOITUTOB B KPOBOTOKE 00-
YCIIOBJICHO WX TMOBBIIICHHON CKJIOHHOCTHIO
K BHYTPHCOCYIUCTOW arperanuu, T.e. TPOM-
OoLUTONEHUs SABJSIETCS PE3yNbTaTOM IOBBI-
IIEHHOTO TOTpeONeHNsT NaHHBIX (HOPMEHHBIX
DIIEMEHTOB KPOBH. XapakTep HaCleOBaHUSI
ayTOCOMHO-/TOMAHAHTHBIH.

s qmarnoctuku Gone3nn Bumnebpanna
HEoOXoauMO coOpaTh MOAPOOHBIN aHaMHE3
3a00seBaHysl, 4TOObI BBUICHUTH €r0 Haclel-
CTBEHHYI0 Tmpupony. Baxna wuHbopMarus
0 BpeMeHHM Hadayia 3aboieBaHus (C IETCTBA
WJIN B 3pPEJIOM BO3PACTE) M CEMEHHBIN aHaMHe3
(Hamuuue TpoMOOIMTONIEHUH U reMopparuye-
CKOTO CHHJpOMA y POJCTBEHHHKOB). B mabopa-
TOPHOH AMAarHOCTHUKE IPUMEHSIOTCS: IITUTEIb-
HOCTh KpoBoTeueHus 1o Ay, (akrop VIII B
mnasme, antured FW [2, c. 73].

M medenns 1, 1IA, 1IM, 1IN Tunos mpu-
MEHSIETCS JIECMOTIPECCHH, KOTOPBIA CTHMYIIH-
pyet Bbixof ¢axTopa BuineOpanaa B Kposs-
Hoe pycno. B tepanuu IIB tuna npuMeHstoT
konnentpar VIII mrasmennoro ¢akropa, a 111
trma — koHneHTpar VIII miasmenHoro daxro-
pa + aecmompeccus [3, c. 47].

bonesur KoctmanHa, sSBASIOIIASCS OTHUM
U3 peakux 3a00JeBaHUI KPOBH, MPOSBIISETCS
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B [IEPBbIE MECSIIBI XKM3HH peOCHKA TNXOPAIKOH
HESICHOM STHOJIOTHH, AOJTO HE 3aKHBAroOIIEi
ITyTIOYHON paHKOW W pPa3UYHBIMH OaKTepH-
ATBHBIMH 3200JIEBaHUSAMH KOXKH, TaK KaK y Ta-
IIMEHTOB C JAHHOW Marojorueil OTCYTCTBYET
sKcrpeccus TeHoB Moinekynbsl HAX1 (6emox
¢ meorpornHeiMu QyHKIHAMHK). HAX1 Biu-
seT Ha Ca2+-AT®da3y capkoIuia3MaTu4ecKkoro
PETHKYIIyMa ¥, COOTBETCTBEHHO, PETYIHPYyET
YpOBEHB KaJbIHs B HeM. Eciii y OONBHBIX HEH-
TPOTICHUEH NMaHHBEIN OEJIOK MyTHPOBaH TIO ay-
TOCOMHO-PELIECCUBHOMY THITy B pe3yJbTare
OJM3KOPOJCTBEHHBIX OpaKoB, TO TaKWE JIOIH
OoJibliIe MOIBEPKEHBI OaKTEpUAIbHBIM HH(EK-
UM C CaMOTO JETCTBa (CElcuc, CTOMATHUTHI,
TUHTHBHUTEI, aOCIECCHI TTOIKOXKHOM KUPOBOH
KJICTYATKH H T.11.) [4, c. 24].

[Mpu Oomesnn KocTMaHHAa TpPOHCXOAMT
myTtauus B rene ELANE (panpme ELA2),
pacronaratouiemMcsi Ha xpomocome 19p13.3.
Oco0OeHHOCT, B TOM, YTO HEUTPOPIIHHYIO
anmacTasy, 1e(eKT KOTOpOW BBI3BIBAET alloONTO3
HEHTPO(WIIOB eme B KOCTHOM MO3T€, KOAH-
pyeT IaHHBIA reH. B pesynbrare pa3BuBaercs
Heiitponenus (Menee 0,3 x 10°/1). Ha muerno-
rpamMMe TOJIBbKO AeNALrecs HeHTpoduIbl, mpo-
MUEJOIUTHI C aTUITUYHBIMH SAPaAMH, KPYITHBI-
MU a3ypo(UIBHBIME TPaHYJIAMU U BaKyOJISIMHU
B LMTOILIAa3Me, W/WJIM MHEJIOLHUTHI, OOJIbIIOE
KOJTMYIECTBO 303MHOMUIOB 1 MOHOITUTOB,

Huarnoctuka Oone3nn Koctmanna 3a-
KIIIoYaeTcss B cAade OOIIEro aHaiu3a KpOBH,
MUEJIOTPaMMBI, TIPOBEIACHUH T'€HETHYECKOTO
WCCIIEIOBaHUS U INaTHOCTUKE CHHAPOMOB, 00-
YCIIOBJICHHBIX abeppammeit ayrocoMm. B mede-
H1H Oosie3Hn KocTMaHHa IPUMEHSIOT 11/K BBe-
JeHHe PEeKOMOMHAHTHOTO TPaHyJIOLUTapHOTO
KOJIOHHECTUMYIUpYIoLIero (hakropa, B mocie-
IYIOIeM HeOOXOTUMO B T€UCHHE BCEH KU3HU
BBEJICHHE TTOAIEPKUBAIOIICH 03Bl B 0cobo
TSDKETIBIX CIy4asX MoKa3aHbl TpaHC(y3uH rpa-
HYJIOIIUTOB [2, c. 86].

Eme onHO# peakoii HacaeacTBEeHHOH Ooes-
HbIO sBIsieTcs: cunapoM Mmepcnynn — I'pecoe-
ka (IGS). Xapakrepusyercs aedpuuuToM Koba-
namuHa (B12), 00ycliOBIeHHBIM HapyUIIEHUEM
CEJICKTUBHOM MalbabCOPOIINH ATOr0 BUTaMUHA
B KUIICYHHUKE. BriepBble BBILIECYNOMSHYTHIN
cuapom ommcana O. VIMepciayHA y UJIEHOB
HOpBexckoil cempu B 1960 1. HesaBucumo
OT JTaHHOW PaboTHI B 3TOM ke roxy P. ['pecOex
MIPEACTaBIII TOAOOHY0 KITMHHYECKYIO KapTHHY
y 4IeHoB (hUHCKON ceMbH. B HacTosiee Bpemst
naHa xapakTepuctuka okono 400 cimydaeB 3T0-
ro cunapoMa [2, c. 25]. bone3nb Hacnemyercs
10 ayTOCOMHO-PELECCUBHOMY THITy M CONpPO-
BOXK/IA€TCsl METaIO0IACTHOM aHEeMHUel ¢ HOop-
MaJbHOW MITH CyOHOPMaTbHO JKETyA0YHOH ce-
Kperuei, HOpMaJIbHBIM COZIEpKaHueM (aKTopa
Kacna B numeBapuTeIbHOM COKE, HapyIICHHEM
BcacbIBaHMA KoOallaMHHA U IPOTEHHYPHEH.

B ocHOBe mnaroreHesa JIEXUT MyTalus
B caenyromux reHax: CUBN, AMN.

Ien CUBN xomupyer cubilin — Oe-
JIOK, BBITTONMHSIOMMNA (QYHKIIUIO PEIernTo-
pa uIA BHYTPEHHETO (aKTOPa-KOMILUIEKCOB
B12, 611 00HapyXeH MyTHPOBaHHBIM Yy psja
(UHCKHX TalMEHTOB C H30UpaTenbHOH Ma-
npabcopOueld kobanaMuHa U MPOTEUHYpUEH
[5, c. 80]. 'em AMN xomupyer amnionless-
TpancMeMOpaHHBIN Oeok | Tuma, oOHapyxeH
MYTHPOBAaHHBIM y HECKOJIBKHX HOPBEXKCKHX
M €BPEUCKUX MaIMeHToB. MyTaruu B 11000M
U3 BBILIEYIOMSHYTHIX T€HOB BBI3BIBAIOT IGS
[6, c. 6]. Amnionless u cubilin 06pa3ytoT Kom-
TUIEKC — JUMep-cubam, KOTOPBIM pacioiokeH
B TEPMUHAIBHOM OT/EJE TOIB3IOIIHON KHIII-
KU U QYHKIMOHUPYET KaK perenTop ais ¢ak-
topa Kacna u kommiekca IF-B12, otBercTBeH-
Horo 3a noryomeHue B12.

3aboneBaHre OOBIYHO MPOSIBISIETCS B BO3-
pacte oT 6 mecsueB 10 3 ner. KnuHuka He-
cneruduyIHa: 6JIeTHOCTb, YCTANOCTh, NEQUITUT
MAacchl Tejla, 9acThle PEeCIUPATOPHBIE U JKETy-
JIOYHO-KUIIeUHble HMHpekuu. OTIUInUTENb-
HOH ocobeHHOCThIO IGS sBIsIeTCST BBISIBICHHUE
MakKpOLMTAPHON aHEMUHM U NPOTCUHYPUH,
KOTOPYI0 HEBO3MOXKHO MPHYUCIUTH HHA K KITy-
0OuYKOBOM, HM K KaHajbIleBOH. Kpome TorO,
TP TIPOIOJDKATEIFHOM HAONIONEHUH 33 00JTh-
HeIMU C cuHApoMoM Mmepcnynn — IpecOeka
He ObUI0 OOHApy>KeHO NaToJIOTUH (YHKIUH
nouek [7, c. 80].

B Hacrosimmee Bpemsi AMarHo3 ycCTaHABIIH-
BAeTCS METOIOM MCKIIIOUSHHS IPYTHX MPHIUH
nedummra B12 1 KIHHAKO-TEHEATOTHIECKOTO
aHanuza. B Hanbosee cIOXKHBIX THArHOCTHYE-
CKUX CIIydasiX MPOBOAAT BepUPHUKALHUIO AHa-
THO32 METOJOM MOJIEKYJISIPHO-TeHETHYECKO-
TO UCCIICIOBAHHUS.

Jledenne 3akmrodaeTcs B MOXH3HEHHOM
MapeHTepaJbHOM  BBEACHWH  KoOajlaMHHA.
[Ipu BBITIOJIHEHNH BCEX PEKOMEH, 1Al POTHO3
JUTSL KU3HU OJIarONPUSTHBIN, JTIUTEILHOCTh Ha-
OmronieHus 32 OOJNBHBIMU C JJAHHBIM CUHIPOMOM
cocrapieT 6onee 50 ser [7, c. 80].

Tamaccemust siBsercs 3a0oneBaHIEM KPoO-
BETBOPHOW CHCTEMBI, KOTOpOE€ OOBETUHSIET
HENyI0 TPYIy HaceJCTBEHHBIX aHeMUH, 00-
YCIJIOBJICHHBIX KOJIMYECTBCHHBIMU HAPYIICHH-
MU CHUHTE3a OJIHOW WJIM HECKOJBKHUX Iernei
remorioOnHa. Hacnemyercs maHHas maro-
JIOTUSL TI0 ayTOCOMHO-PEHECCUBHOMY THILY,
IIPH TOM Y JBYX POIUTENCH ¢ Majoi ¢op-
MO# [-TamacceMur MOXKET POJIUTHCS PEOCHOK
¢ OonbImoi B-TamacceMucii. DMUIAEMUICCKUM
0YaroM TallaACCEMUH SBJISIFOTCSI CTpaHbl Cpenu-
3eMHOMOpBs, LleHTpanbHoil u FOxHON A3znn.
D10 OOYCIIOBIEHO YBEITMYEHHUEM COIPOTHUB-
JIIEMOCTH OpTraHm3Ma K Massipum [8, c. 243].
Yenosewyeckuit remoriobmn HbA coctout
u3 remMa u Oeika I1o0HMHA, KOTOPBI B CBOIO
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ouepesib U3 IByX o-lienei u aByx P-uemneii. Ha-
pYLIEHHE CHHTE3a LeTel BEIET K Pa3BUTHIO
JAaHHOTO 3200JIeBaHUSI.

Ha ceroansinumii 1eHb BBIAEISAIOT JBA BUAA
TanacceMuu. [lepBbli BUJI, WU O.-TaJIACCEMUS,
OOyCIIOBTIEH Je()eKTOM T'€HOB, KOAMPYIOIINX
CHHTE3 o-1ernei remornobuna. [Ipu ckpeiTom
HOCHTEIILCTBE (TETEPO3UTOTHAS (L-TAJIACCEMUS)
MIPOUCXOINT TIOBPEXKICHHE OAHOTO W3 YETHI-
pexX TeHOB, B pe3yjbTaTe B KPOBH HE BBISBIIS-
I0TCA 3HAYUTENbHBIE W3MEHEHHUS IoKa3are-
neid. Ilpy HanMuum MyTanuu B JABYX TeHax,
KOAMPYIOIINX O-LENH, B KPOBH MOSBIISIOTCS
MUKPOIIUTAPHBIE ¥ TUIOXPOMHBIC SPUTPOIIH-
ThI, HO 0€3 BBIPAKEHHBIX NMPU3HAKOB T'eMOJH-
3a ¥ aHeMHUHU. YYacTKH Ae(eKTa B TpeX TreHax
BBI3BIBAIOT Pa3BUTHE KOMIICHCHPOBAHHOW Te-
MOJIUTUYECKOH aHEMHH C MHKpPOLIUTApHBIMH
THIIOXPOMHBIMH  3pUTpouuTamMu. HaunbGonee
TSDKEJION GOPMOii a-TaiacceMuu, 00yCIOBIeH-
HOH nedeKkTamMu BCeX YeThIPEeX TeHOB, SBISICT-
cs BonsiHKa 1iofa. JlanHast hopma TamaccemMmun
HECOBMECTHMa C XHU3HbBIO [9, c. 118].

Bropoii Buj JaHHOW NATOJIOTUM — 3TO
B-TamacceMusi, KOTopasi XapakTepu3yeTcs My-
Talueld reHa, KOIUPYIOLero CHHTe3 P-merneit
mobuHa. Mamas [B-ramacceMuss BO3HUKAET
y TeTepo3uroT. B maHHOM ciy4ae MyTarfus
OyIeT TOJEKO OMHOM XpoMOcOMBI u3 11 mapsr.
IIposiBisieTcs  yMEpPEHHOM MUKpPOLMTApHOMN
aHeMHuel, BeposiTHa yMepeHHas OJeJHOCTb
KOXKHBIX ITOKpoBOB [10, c. 22].

[IpomexxyTounass  P-tamaccemuss  00-
YCIIOBIIEHA HACJIEJOBaHHWEM JIByX aJulelneit
[B-TamacceMny W MMeEET NOBOJIGHO Bapuabeih-
HYI0 KIMHHYECKYIO KapTHHY, YacTO CXOJHYIO
¢ anemueil Kynu, omHako MeHee BBIpa)KEHHYIO
1 OTCPOYEHHYIO 1o BpeMenu [10, c. 22].

Bonpmrast B-ramaccemus (anemwmst Kymnm)
pa3BUBaEeTCsA y TOMO3UTOT M CIOXKHBIX TeTe-
pO3UTOT. SIBIIA€TCS pe3ynbTaTOM HEJOCTATOu-
HocTH [-menu. KnuHW4eckue mposBICHUS
JIOBOJILHO THUITUYHBI: KEITYyXa, SI3BbI HIIKHUX
KOHEYHOCTEH, XONeInTHa3, MacCUBHasl CIuie-
HOMETallns, MOXKET Pa3BUBAThCS CEKBECTpa-
WS SPUTPOIUTOB B cene3eHke. [leperpyzou-
Has KOHIIEHTPAIUs jKeJe3a B KPOBH MPUBOIUT
K Pa3BUTHIO CEpJEYHONl HEeZOCTaTOYHOCTH,
reMoCHIepo3y NEUEHU M Jajiee K ee LUppo-
3y. ['mnepnia3usi KOCTHOTO MO3Ta BBI3BIBAET
yronmeHnue kocred. [lopaxkeHue TpyOuaThIx
KOCTEH MPUBOIUT K MATOJIOTHYECKUM IIePE0-
MaM M HapyIICHHIO POCTa, B PE3yIbTaTe 4ero
MIPOMCXOUT 3aJeprKKa IOJOBOTO Pa3BUTHSL.
OpUTPOLHTH UMEIOT CBOCOOPa3HYI0 «MHILIe-
HeBUAHYIO» Qopmy [8, c. 243].

JlmarsocTrka JOBOJIBHO IPOCTA: TPOBOISAT
aHaJIN3 TeMONIOOMHA METOIOM dJIeKTpodopesa
1 OWOXMMHYECKOE OTpeelieHne (PeTanbHO-
r'o reMoTIIO0UHA.

Omnpenenenue o-tagacceMun TpeOyeT Mo-
JEKyISIPHO-OMONIOTHYECKUX ~ HMCCIICAOBAHUI
M3-32 HEMOKa3aTeNbHOCTH 3JIeKTpodopesa.
[lomo3penne Ha o-TamacceMUI0 BO3HUKAET
MIPU HAJMYWW KIMHUYECKUX M JIAOOPaTOPHBIX
MPU3HAKOB 3a00JICBAaHUS M OTCYTCTBUH H3Me-
HEHUI Ha 3IeKTpodope3e reMOrIOONHOB.

Jleuenue 3akiouaeTcs B IEpETUBAHUH J10-
HOPCKOW 3pUTPOIMUTAPHON MACCHI, TP U30BIT-
Ke )keJle3a — OAKOKHOE BBe/leHHe neceparna,
MIPH CIUICHOMETAINY BO3MOXKHO y/IaJeHHe ce-
ne3enkd [9, c. 120].

I'emodumnmst — 3TO HacIeACTBEHHAs Koary-
nomnarus. [Ipu neumnmre VIII dakropa cep-
ThIBaHUA (QHTUTeMO(HUIBLHOTO  TIIOOYJIMHA)
pa3BuBaeTcs reMomius A, MPH HEJOCTATKE
IX dakropa cepreiBanus (dakropa Kpwucr-
Maca) Gopmupyercs remoduiust B, a HexBar-
ka XI ¢aktopa cBepThBaHUs (MJIa3MEHHOTO
NpEALIeCTBEHHHKAa TPOMOOIIACTHHA) MPHUBO-
muT kK remounun C. Tun HacimepoBaHUs daH-
HOIl NaTONOIMU PELECCUBHBIN, CLEMIEHHBIM
¢ X-XpOMOCOMOH.

VY GonbmiuHcTBa 00MBHBIX (0KONIO 70 %)
CEMEUHBII aHAMHE3 OTATOLICH HAaCIEICTBEH-
HOHU IpeapacnonokeHHOCThIo0. [IpuunHoi re-
MOQUIINY SBISIFOTCSI MyTaIllH TeHa, KOTUPYIO-
mero FVII (Xq28), unn reHa, KOOUPYOMIETO
FIX (Xq27). B mexoropsix cimydasx (30-35%)
BO3MOXKHBI MyTallil O€3 OTATOLICHUSI CeMel-
HOT'O aHAMHe3a 3a00JIEBaHHUSI.

Knununueckas kapruna remopunun A u B
MPaKTUYECKH ONMHAKOBA: KPOBOTEUCHUS, KPO-
BOVBITUSHHUSA U IPYTHE TEMOPParudaecKue mposiB-
JIeHs1, BOSHUKAIOIINE CTIOHTAHHO WITH B PE3yITb-
Tare TpaBMmbl. [emModuma C B cBOIO odepens
OTJIMYAETCs] He3HAYUTENBLHOM HITH 0€CCUMITTOM-
HOM BBIPAXEHHOCTBHIO KIMHUYECKOW KapTHHBI
W 4YacTO BBIABISIETCS CIy4YailHO TIPH aHaN3e
CBEPTHIBAEMOCTH KPOBH.

OCHOBHBIM TIPUHIIMIIOM JICYEHHS] TeMO-
¢umun sBrsieTcs cnenuduUeckass KOPPEKIHs
reMocTasza KOHIEHTpaTaMu (pakTOpOB CBEPTHI-
Banus [11, c. 9].

Bonesns Munkosckoro — Hloddapa, koro-
past HacienayeTcs MPEeUMYIECTBEHHO IO ayTo-
COMHO-JIOMUHAHTHOMY THITY, XapaKTePU3yeTCs
HaJTMYHeM B Ma3Ke nepud)epruuecKoil KpOBU 3pH-
TPOLUTOB CELUPUIHON cPeprieckoil (GOPMBI.

[lpu omucanuu mnaroreHe3a AaHHOTO 3a-
0oJieBaHUS OTMEYAIOT HAMYHE BHYTPEHHETO
nedexra MeMOpaHbl SPUTPOLIMTOB U HapYIIIe-
Hue (PYHKINU CEIE3eHKH, KOTOpasi POSIBIIAET-
Csl B CEJICKTHBHOM 3aXBaTe M JAECTPYKIHH TO-
BPEXKACHHBIX D)PUTPOLIUTOB.

Ha noBepxHOCTH 3pHUTpOLUTa HAXOOSTCS
MOJIEKYITHI 3- ¥ O-CIIEKTPHHA, KOTOphIe 00pasy-
IOT TETEPOINMEPHI CO CBS3SIMH C aHKHPUHOM,
nporenHaMu 4.1 u 4.2 u monocoit 3 (kotopas
ABIISIETCSl TpaHCMEeMOpaHHBIM Oenkom). /[le-
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(dexT B MOOOM W3 T€HOB, KOAMPYIOIIUX AaH-
Hble OenkH, BeleT K o0pazoBaHHIO cepuye-
CKUX DPUTPOIUTOB M COKPAIICHUIO MX CPOKa
ku3nu [12, c. 39].

IIpu onvcanuy KIMHUYECKOM KapTUHBI Ha-
CIIEJICTBEHHOTO C()ePOINTO3a YITOMUHAIOT TEMO-
JIUTUYECKYIO aHEMHIO, JKEITYXY, PETHKYJIOLHU-
TO3, 00pa30BaHNE KaMHEH B XKEITYHOM ITy3bIpE,
CIUICHOMETAITNIO, HaJIIIhe CPEePOITUTOB B Ma3Ke
rieprepuIeckoil KPOBH, a TaKKe CHIDKEHHYIO
OCMOTHYECKYIO CTOWKOCTh SPUTPOIIUTOB.

[IporHo3 asist >KM3HU TOBOJBHO OJIaroIpH-
SITHBIN. JleueHue ke 3akiirouaercsl B Ha3Have-
HUU TpaHC(HY3HOHHOW Tepamuu U (HOJIATOB,
TIPH TSOKEIBIX (hopMax — MPUMEHEHHUE CILIEHO-
skTomuu [13, c. 32].

3aKkjIoueHne

HccnenoBaHne NpUYMH M MEXaHU3MOB
(hopMHpOBaHHS PEIKUX HACIIEJACTBCHHBIX 3a-
OoJieBaHHH KPOBH ITIOMOXKET YIIyUYIINTh TUATHO-
CTHKY JaHHBIX OOJIe3HEH, YTO B JNalbHEeHIeM
II03BOJIUT CBOEBPEMEHHO HA3HAYUTb BEPHOE
JedeHue U n30eXaTh MHOTHX OCJIOKHEHHH.
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